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AN /1kcBe3  NNNNANNANNWN
JInkobes

(O Yenosek
- 12 cuctem opraHoB M TKaHeM

Yenoeeueckoe Teno coctout us 12 cucrem OpraHoB u TKaHewn, KOTOpble BMECTE obecneymBaloT
HOpMaJibHOE q)yHKLI,MOHVIpOBaHVIe BCEro opraHn3sma.

OpraH
20 BHYTpeHHMX OpraHoB

Y yenoBeka HacyMTbIBaeTCS 0K0N0 20 BHYTPEHHUX OpraHoB. Kaxapblit M3 OpraHOB BbINOJHAET
onpeneneHHyr YHUKanbHY GyHKLM0. OpraHbl MOTYT MMETb MOMOCTb (KakK XenyaoK) Uan perynspHo
CcoKpawaTbes (Kak cepaue).

TKaHb
4 TMna TKaHen u 6bonee COTHM pa3HOBMAHOCTEM

OpraHbl cocTosT u3 TKaHer. Bce TkaHM YenoBeka fenarcs Ha 4 Tuna. OnpeneneHHoe coYeTaHMe 3TUX
TKaHel [AaeT BO3MOXHOCTb OpraHaM HaLero Tena BbiNONHATb HE0OX0ANMbIE PYHKLMN.

@ KneTka
okono 100 TpnH kneTok

Bce TkaHKM YenoBeveCckoro Tena CoCToAT U3 KNETOK. KNeTku MoryT CUbHO OTAMYaTbCa ApYr OT apyra.
Hanpumep, HepBHble KNeTKM CNOCOBHbI NepenaBaTth IEKTPUYECKUIA MMNYNbLC, @ KNETKU KOXU UMELDT
BbICOKYO0 YCTOMYMBOCTb K BHELWWHMM BO34eNCTBUSAM. Bce pa3sHoobpasue B CTpoeHUM U PYHKLMSAX KNeTOK
onpepensetca monekynamu OHK. Bcero B Tene 300poBOro yenoseka HacumTeiBaetcs okono 100
TPUNIMOHOB K/ETOK.

©
‘ obbveM gapa coctaBnsieT 10% ot o6beMa KneTku

MouTH y KaXXO0M KNETKM eCTb KLLEHTP YNpaBieHus» — a4po. B aape HaxoasTtcs Te caMble MONEKYb
OHK, koTopble 0TBe4YaloT 3a BCE NpomMcxoadllee B HaleM Tene.

2@ XpomocoMa
46 XpOMOCOM MOYTK B KaXKAOM KneTke

Monekynbl [IHK ynakoBaHbl B iApe KNeTK1 B BUAEe XPOMOCOM. B HOpMe y uenoBeka B KoM siape
cofepXuTcs 23 napbl XpOMOCOM, BK/IOYAA OAHY Napy nonosbix XpoMocoM (X u Y). KombuHaumsa XX
onpepensiet XXeHCKnn nos, a XY — MyXCKOMN.
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g
HuTb [JHK coctaBnseT 6onee 2M B A/IMHY

OHK — 6onbwas Monekyna, obecneymBatolLas XpaHeHWE M Nepepady 13 NoKoJIEHNS B MOKONEHMeE
HacneacTBeHHOM MHopMaumm. Bes uHbopMaums, copepxawasca B AHK, «3anncaHa» yeTbipbMs
XUMUYECKMMU coeauHeHnamu, obosHavaembiMm bykBamun A, T, T n L. IHK yenoseka copepxut B cebe 3
mMunanapaa 6ykB. 3TO KaK TbiCS4a KHUT pa3MepoM C «BolHy 1 Mup».

%ﬁ [eH
6onee 20 TbiCAY reHOB

[eH — 370 yyacTtok monekynbl JHK, KOTOpbIA COAEPXKUT UHCTPYKUMM ANst PYHKLMOHMPOBAHMS KNETOK U
BCEro opraHusma. Bcero B reHome yenoBeka 6onee 20 TbiCAY reHOB.

[Monumop@usm
n3pectHo 6onee 30 MAH noauMopduU3MoB

HecMoTps Ha TO YTO OAHM U TE XKe reHbl eCTb Y KAXA0ro Yesi0BeKka, OHU y BCEX HEMHOMO OTIMYAOTCA.
Hannuune HeCckonbKMX BapnaHTOB OAHOrO W TOMO Xe reHa HasbiBaeTcs nonnmMopdusMom. boiBaeT Tak, uTo
B OZHOM U TOM e MecCTe reHa y O4HOro yenoseka ctouT Bykea T, a y Apyroro yenoseka 6yksa Ll. 310
MOX0Xe Ha 3aMeHy OyKBbI B CJIOBE, Hanpumep, C/I0Ba KMaMa» U «paMa» OTIMYAKTCS MO CMbICY, XOTS
NpoM30LWNa 3aMeHa BCEro OAHOM BYKBbI. TakMx pasnnyunin mexay noabMm — noaMmMopdursMoB — Ha
CeroaHAWHUM aeHb n3eectHo bonee 30 munanoHos. Cpeam 3TOro OrpOMHOI0 YMCNA €CTb HECKOMbKO
TbICAY CaMbIX U3YYEHHbIX NOAMMOPdU3IMOB. MIMEHHO X Mbl uccnenosanu B Bawen AHK.
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YTo Takoe puUCKM pacnpoCTpaHEHHbIX
3a00n1eBaHnn?

Korpa peyb naet o pacnpocTpaHeHHbIX 3ab601eBaHNAX, FOBOPST O PUCKE pa3BUTUS TOM
WM MHom 6onesHu. K npumepy, ecnm B3aTb BCEX XXUTeNeN NaaHeTbl 3eMAs, To No
cratuctuke y 40% 13 HUX B TEYEHME XM3HM NOSBUTCS apTepuanbHas runepteHsums. Ha
OCHOBAHMW 3TUX AAHHbIX MPUMEPHO TO Xe CaMOe MOXHO CKa3aTb O KOHKPETHOM
4yenoBeke — MHAMBUAYANbHbIM PUCK Pa3BUTUS 3TOro 3aboneBaHus byaet paBeH 40%.

OpHako, Tak Kak BCe nau OTANYaTCs Apyr oT gpyra ctpoeHmnem HK,
MHOMBUAYANbHbIA PUCK KXKAOMO YeN0BeKA HEMHOIO OT/IMYAETCS OT CpeaHero no
nonynauum — y O4HOro oH 6onblue, a y 4pyroro MeHblue. [eHeTU4YeCckne BapmaHThl,
KOTOpble BHOCSAT CBOM BK/1a4, B PUCK PA3BUTUS KAKOTO-TO pacnpoOCTPaHEHHOIO
3aboneBaHMs Tak M HA3bIBAKOTCA — reHeTMyeckue dakTopbl pucka. Kpome
reHeTM4yeckmnx (PaKToOpOB PMCKA Yy pacnpOCTPaHEHHbIX 3ab0/1eBaHMI eCTb eLe U
BHeLWHMe HaKTOPbl, K KOTOPbIM OTHOCATCS 06pa3 XM3HU U 3Konorusa. 1o 3Ton npuymHe
Takue 3aboneBaHMs TakxKe Ha3blBAaOT MHOrO(aKTOPHbLIMMU.

[loueMy BaXKHO 3HaTb O pMUCKax?

[oBbILWEHHbIE PUCKM Pa3BUTMS 3a00NEBAHUSI HE 03HAYAKOT UX 00513aTENbHOMO
BO3HMKHOBEHMS, TaK XK€ KaK MOHUXKXEHHbIE PUCKM HE O3HAYAIOT, YTO 3aboneBaHme
HUKOrAa He NposBuTCs. MIHbopMaumsa o puckax 6onesHen Npu NPaBuUAbLHOM yyeTe
[ONONHUTENbHbIX (AaKTOPOB 06pa3a XKM3HM MOXET NOCNYXXUTb 415 BAC U Ballero
Nnevyawiero Bpaya BaXHbIM OPUEHTUPOM B Lensax NpodUNaKTUKM U paHHEN OUATHOCTUKM
3abonesaHui. [pu 3TOM, HanpuMep, 3HAHWE O pUCKe Pa3BUTUSN OHKONOMMYECKOro
3a60n1eBaHMsa — 3TO MOLUHbIA MHCTPYMEHT M MCTOYHMK MOTUBAUMM ON1s Bbi6opa
NpaBWbHbIX AENCTBUI B 06pa3e NuTaHuMs, PU3MYECKON aKTUBHOCTU, Mepax
MeaULMHCKON NPOPUNAKTUKK, KOTOPble NPUBEAYT K CYLLECTBEHHOMY €ro CHUXEHMIO.
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Y10 Takoe HOCUTEeNbCTBO HAaCNeaACTBEeHHbIX
3a00n1eBaHnn?

N3BecTHO, uTo y 5-6 13 100 HOBOPOXAEHHbIX AETEN BbISABNASIOTCS HACNeACTBEHHbIE
3aboneBaHuMs 1 pasnnyHble MOPOKM PA3BUTUS, KOTOPbIE MOTYT CYLLECTBEHHO NOBMUSTb
Ha 340pOBbe U KAa4YeCTBO XM3HKU pebeHka.

N3BecTHO, uTo Yy 5-6 13 100 HOBOPOXAEHHbIX AETEN BbIIBASIOTCS HACNEACTBEHHbIE
3abo0neBaHMs U pa3nyHble NOPOKMU Pa3BUTUS, KOTOPble MOTYT CyLLECTBEHHO NOBAUSTb
Ha 340POBbE M KAYeCTBO XM3HKU pebeHka.

Kak He oonycTutb pa3BMTME HACNEeACTBEHHOIO
3aboneBaHUs y pebeHka?

B cnyuae, koraa M3BecTeH CTaTyC HOCMTENbCTBA 060MX poauTenei, UM AOCTYNeH
WMPOKMI CNEKTP AUATHOCTUYECKMX MEPONPUATUIA, KOTOPbIE MO3BONSIOT CHU3UTb PUCK
poxaeHus pebeHka C HacneacTBEHHbIM 3aboneBaHueM. PelueHne 06 ncnonb3oBaHum
TOr0 MM MHOTO NOAXO0AA K CHUMKEHMIO PUCKA MOMOXET MPUHATL BPay-reHeTuk. B
HacToswwee BpeMs pa3paboTaHbl M LWMPOKO BHEAPSAIOTCS B KIMHUYECKYHD MPaKTUKY
MeToAbl MaIOMHBA3MBHOM AMArHOCTUKM HACeACTBEHHbIX 3a601€BaHMI KaK HA paHHMX
Cpokax 6epeMeHHOCTH, TaK M Ha 3Tane NiaHMPOBaHUS CEMbMU.






Kpatkui otuet

OI'IOpHO-,EI,BI/IFaTe}'I bHA4 CMCTEMA

MexaHuKa ABMXEHMI YenioBeKa BO3MOXHa bnaroaaps KOCTHO-MbILWEYHOM CUCTEME.
CkeneT nopaep>XmMBaeT OPraHmn3M U 3aliMLLAeT BHYTPEHHME OpraHbl. MbllwLbl OTBEYAOT
33 CNOCOBHOCTb ABMIraTbCa M AblwaTb. 3a60NeBaHNS ONOPHO-ABUIaTENIbHOMO annapara
CHUXXAKT MNOABMXKHOCTb U KAa4YeCTBO XXU3HM.

Bawmu pe3ynbTathl:

Mo pe3ynbTaTaM reHeTMYECKOro Tecta y BaC 06HapYKeHbl MOBbILLEHHbIE PUCKK
Cnenyrowmnx pacnpocTpaHeHHbIX 3aboneBaHumi:

Puck passutus koctHow 6onesHm Mepxerta

Puck pa3BunTmna oCTteonoposa

Y Bac He BbISIBNEHO HaCneaCcTBEHHbIX 3ab0neBaHUM onopHo-,u,eraTeanoﬁ CUCTEMDBI.



Kpatkui otuet

Cepae4yHo-cocygmcTas cmcTemMa

CepoeyHo-cocyamcras cucteMa obecneumBaeT LMPKYNsSLMIO KpoBWU. bnarogaps aToMy K
TKaHSIM M OpraHaM NoCTynatT NUTaTesbHble BewwecTBa U KUCI0POA4, @ NPOaYKTbI
XU3HeLesaTeNbHOCTH, TaKMe KaK YrneKuCbli ras, BbIBOASATCS U3 opraHm3aMma. JInwHss
XMIAKOCTb OT/IMBAET OT OPraHOB U TKaHel no cocygam numdaTtnyeckon cuctemsl. OT
CNIXKeHHOW paboTbl cepaua M COCYA0B 3aBUCUT QPYHKLMOHMPOBAHME BCEro OpraH13ma,
MO3TOMY Henb3s paccMaTpmBaTb 3a60/1€BaHNS COCYA0B OTAENbHO OT 3aboneBaHui
cepaua.

Bawwu pe3ynbTath:

Mo pe3ynbTaTaM reHeTMYeCckoro TecTa y Bac 06HapyKeHbl NOBbILWEHHbIE PUCKM
CNneayLmMX pacnpoCcTpaHEHHbIX 3a601eBaHMIA:

Puck passutus 6onesHn nepndepmyeckux aptepun
Puck pa3sutus cuHgpoma cnaboct CMHYCOBOrO y3na

Puck pa3sutus nwemuyeckorn bonesHu cepaua

Y Bac He BbISIBNEHO HacneaCcTBEHHbIX 3a601eBaHNUM CEpD,E‘-IHO-COCV,EI,MCTOVI CUCTEMBI.
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Kpatkui otuet

Ko»a, BONOCbl U HOITU

Koxa — cambivi 601bLLION NO NNOWAAN OpraH, KOTOPbIM NOKpbiBaeT BCE Teno. OHa
3alMLWAET OT BHELWHUX BO3AENCTBUMI U UHDEKLMIA, YHACTBYET B AbIXaHUMU,
TepMoperynauumn n 06MeHHbIX npoueccax, nepefaeT B MO3r TaKTU/bHYO MHDOPMaLMIO.
Koxa u eé nponssogHble, BONOChI M HOITK, OTPAXKAIOT obLiee COCTOsSIHME 340pOBbSI.
YpoBeHb kanbuus, BuTamuHa D 1 xenesa BAugeT Ha JIOMKOCTb BOJIOC U HOITEN,
HekoTopble 3aboneBaHns MOryT NPOSIBAATLCS B BUAE CbIMKU, CYXOCTU, NATEH UK 93B Ha
KOXe.

Bawwu pe3ynbTath:

Mo pe3ynbTaTaM reHeTMYeCckoro TecTa y Bac 06HapyKeHbl NOBbILWEHHbIE PUCKM
CNneayLmMX pacnpoCcTpaHEHHbIX 3a601eBaHMIA:

Puck pa3BnUTUAa BUTUIINTO

Y Bac He BbIIBNEHO HAC/eACTBEHHbIX 3a00N1€BaHUIM KOXM, BONIOC U HOITEMN.
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Kpatkui otuet

OpraHbl YyBCTB

C noMoOLLbI0 OPraHOB YyBCTB — [/1a3, HOCA, YLWEeMH, A3blKa U KOXKM — LeHTpasibHas
HepBHas cMCTeMa NonyyaeT MHbOPMaLMI0 06 OKPYXKAOLWEM MUPE M OTNPaBNsSeT
CUTHanbl APYrMM opraHaM M cucteMaM. HapylieHne paboTbl OpraHoB YyBCTB MOXKET
MPUBECTU K HEMPABMUJIbHBIM PEAKLMAM OpraHM3Ma Ha BHELLUHWE pa3apaxkuUTenu.

Bawmu pe3ynbTathl:

Mo pe3ynbTaTaM reHeTMYECKOro Tecta y BaC 06HapYKeHbl MOBbILLEHHbIE PUCKK
Cnenyrowmnx pacnpocTpaHeHHbIX 3aboneBaHumi:

Puck pa3sutus kepaTtokoHyca

Y Bac He BbISIBIEHO HAC/IeICTBEHHbIX 3a00NEBaHMIA OPraHOB YyBCTB.
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Kpatkui otuet

JHAOKPUHHAA cucTeMa U
MeTabonn3M

JHAOKPMHHAA CUCTEMA perynmnpyeT paboTy BCeX BHYTPEHHMX OPraHOB: CUHTE3UPYET
FOPMOHbI, KOTOpblEe 3aTeM MOMNaJaloT B KPOBb, MEPEHOCAT CUMTHA/bI U OTAAOT KOMaHAbI
LPYrMM opraHaM. OTO MOXEeT ObITb COKpaLLEHME COCYA0B MM YCKOPEHME
cepauebuenni. Jlrobor c6or B paboTte 3HOOKPUHHOM CUCTEMbI OTPAXKAETCS HA 0OLEM
COCTOSIHMM 300pOBbSA YenoBeka. O6GMeH BelecTB — COBOKYNMHOCTb NPOLECCOB
paspyLeHns U co3aaHus aneMeHToB. K MeTabonnaMy oTHOCSAT BCaCbiBaHWE, TPAHCMOPT
¥ BblBeAEHMWE BeLlecTB. 3a60n1eBaHMs, CBA3aHHbIE C HApYLIEHNEM MeTaboM3ma,
3aTparMBalT OAMH UM HECKONbKO NEPEUYNCIEHHbIX MPOLLECCOB.

Bawwu pe3ynbTaThl:

Mo pe3ynbTaTtaM reHeTM4ecKoro TecTa y Bac 06Hapy>KeHbl MOBbIWEHHbIE PUCKM
Cnenyrowmnx pacnpocTpaHeHHbIX 3aboneBaHumi:

Puck pa3BUTUA O4aAroBoro 06nbIceHUsI

Puck pa3BUTUA TUpeOUOUNTA XawuMmoTo

Y Bac He BbISIBNEHO HACNEACTBEHHbIX 3a001€BAHUIN SHAOKPUHHOM CUCTEMBI U
MeTabonusma.
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Kpatkui otuet

KpoBeTBOpHasa cucreMa

OpraHbl KpOBETBOPHOM CUMCTEMbI OTBEYAIOT 33 MOCTOSIHHbIM COCTaB KPOBWU. KOCTHbIN
MO3r, TMM@aTHUYECKUE y3/bl U CeNle3EHKA CUHTE3UPYIOT HOBblE KPOBSIHbIE KNETKU U
obecneynBaOT HOPMasibHOE KOMYECTBO 3PUTPOLIUTOB, IEMKOLMTOB M TPOMOOLMTOB.
HapyweHusi paboTbl KPOBETBOPHOM CUCTEMbI NPUBOAAT K 3a601€BAHUSIM KPOBM,
KOTOpble BAUSIKOT HA BECb OPraHU3M.

Bawwu pesynbrarthl:

Mo pe3ynbTaTaM reHeTMYeCcKoro Tecta y BaC 06HapYXeHbl MOBbILLEHHbIE PUCKK
CnefyrowWwmnx pacnpocTpaHeHHbIX 3aboneBaHumi:

Puck passutusa cuiapoma Lerpexa

Y Bac He BbISIBNEHO HacneaCcTBEHHbIX 3ab60n1eBaHUM KpOBeTBODHOVI CUCTEMDI.
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Kpatkui otuet

[lbixaTenbHasa cucrtema

[lbixaTenbHas cMcTemMa No3BOSIET AblWaTb: 06ecneYnBaeT raso0oMeH Mexay
BbIXaEMbIM aTMOCGHEPHbBIM BO34YXOM U KPOBbIO, KOTOPasi LUPKYAMPYET MO MasioMy

Kpyry KpOBOO6paLIJ,eHMﬂ. 3aboneBaHus OpraHoB AbIXaTe/IbHOM CUCTEMBI Cepbe3HOo
CHMXKAKT Ka4yeCTBO XXKU3HMW.

Bawmu pe3ynbTathl:

Mo pe3ynbTaTaM reHeTMYECKOro Tecta y BaC 06HapYKeHbl MOBbILLEHHbIE PUCKK
Cnenyrowmnx pacnpocTpaHeHHbIX 3aboneBaHumi:

Puck pa3Butns XpoHUYECKOM 0O6CTPYKTUBHOM BONe3HU nerkmx
Puck pa3sutus 6poHxXmManbHOM acTMbl

PUCK pa3BuTUS capkonao3a

Y Bac He BbISIBNEHO HACNEACTBEHHbIX 3a001€BAHUIN AbIXaTENbHON CUCTEMBI.
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Kakag posb oTBefeHa reHeTuke

B BalLEeM-300pPOBbE?

NHdopmauus, 3anmcaHHag B Bawen HK, nMeeT npsmoe OTHOWeEHME K BaweMy
300poBbto. OT 3TON MHDOPMALMK 3aBUCHUT, IBASIETECH 1N Bbl HOCUTENEM
HacnencTBeHHbIX 3aboneBaHui 1 nepenaamte v nx ceoum agetam. B IHK xpaHutcs
MHPOPMaLMA O NPeapacnoNoXeHHOCTU K BONbLIMHCTBY PacnpOCTPaHEHHbIX
3ab0n1eBaHMIM — HAUMHas OT CEpAEYHO-COCYAMUCTbIX U 3aKaHYMBAS AYyTOMMMYHHbIMMU.

[na peann3saumm reHeTMyeckom MHGopMaLmm HeobxoauMbl onpeaeneHHbie YCI0BUS:
06pa3 XM3HU, NUTaHMe 1 3konorus. MNoBbllEeHHbIE pUCKM HEKOTOPbIX 3aboneBaHui
MOXHO YMEHbLWUTb, HA4YaB MPABUIbHO NMUTATLCS M 3aHMMATLCA CNopTOoM. Ha
CErOAHSLWHMA AeHb HAKOMIEHO OFPOMHOE KONMYECTBO HaYUYHbIX AAHHbIX O NPULLENbHOM
npodunakTnke Tex Uam nHbix 3abonesaHuii. Bce 3TM gaHHble B NOHSTHOM dopMe
M3N0XEeHbl B JAHHOM OTYeTe NPUMEHUTENBHO K BalleMy 340pOBbHO.

17
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MHorogakTopHble
3aboneBaHu

Ha pa3BuTHe pa3nnyHbiX pacnpoCcTpaHeHHbIX 3a60NeBaHUIA BUSET HE TObKO
reHeTuKa, Ho M MHorue apyrve $GakTopbl. 3TM 3a601€BaHMS NOAYYUN
COOTBETCTBYIOLLEE HA3BAHUE — MHOTOGMAKTOPHbIE.

B oTanumne oT HacnencTBeHHbIX 3a60neBaHui, B pa3BUTUM MHOTOMAKTOPHbIX
3a60n1eBaHMI peLLaloLLY0 POJib UTPAOT BHELUHWE YC/TIOBUSI M 00pa3 XM3HMW.
Bo3speicTeme BHeWHMX PaKTOPOB MOXET OblTb HACTONBKO CUbHbBIM, YTO TO MU UHOE
3aboneBaHMe MOXeT BO3HMKHYTb AaXe Y YeNloBeKa, reHeTUYeCKN He
NpeapacnonoXeHHOro K Hemy.

Puck pasButusi Taknx 3aboneBaHnin He06Xo0aAMMO pacCUMTbIBATb C YYETOM
reHeTMYeCKMX U BHeWHUX PaKTopoB.
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MHorodakTopHble 3a6oneBaHus

PUCKM BCexX uccnenoBaHHbIX 3ab0neBaHmi

HazBaHue Baw puck
XpoHHnyeckas 06CTpyKTMBHas 29.33%
6one3Hb Nerknx

KocTtHas 6onesHb lNepxeTa 17.4%
OuaroBoe 06/sbiceHME 10.68%
bonesHb nepudepuyecknx aprepui 5.07%
bpoHxunanbHag actma 6.37%
CuHppoM cnabocTu CMHYCOBOIO 0.04%
y3na

Hassanue Baw puck
Mwemnueckas 6onesHb cepaua 8.42%
Butunuro 2.4%
Tupeonaut XawmnmMoTo 0.78%
Cunppom LerpeHa 1.46%
OcTeonopos 4.47%
Capkounpos 0.2%
KepaTtokoHyc 0.088%
HasgaHue Baw puck
AHOporeHHas anoneums 50.35%

CpenHuii puck

13.7%

6.2%
1.41%
3.28%

5.1%

0.03%

CpepHuit puck

6.5%
2%
0.53%
1.28%
4.3%
0.18%
0.086%

CpenHuit puck

44.9%

20

OTHOCUTENbHbIN
pUcK

OTHOCUTENbHbIN
pucK

OTHOCUTENbHbIN
pUCK

CpaBHeHMe co
CcpefHUM

+15.63%

+11.2%
+9.27%
+1.79%
+1.27%

+< 0.01%

CpasHeHue co
cpegHuM

+1.92%

+0.4%
+0.25%
+0.18%
+0.17%
+0.02%

+< 0.01%

CpaBHeHue co
cpefHUM

+5.45%

IeoeoeteReRe
IeseoeteRtee
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HazsaHue Baw puck  CpegHwuii puck  OTHOCUTENbHbIN CpasHeHue co
pUCK cpefHuM
Otocknepos 3.56% 2.5% +1.06%
Atonuuyeckui pepmaTut 11.14% 10.6% +0.54%
ApTepuanbHasg runepTeH3uns 30.23% 30% +0.23%
Bo3pacTHas MakyngapHas 1.14% 1.03% +0.11%
nereHepauus
JCCeHUManbHbIM TpeMop 0.45% 0.4% +0.054%
CucTeMHag KpacHas BONYaHKa 0.065% 0.045% +0.02%
S13BEHHbIN KOAUT 0.19% 0.17% +0.017%
bonesHb KpoHa 0.12% 0.11% +<0.01%
MeHuHroma 0.0057% 0.005% +<0.01%
[epBUYHBIV CKNEpO3npYOLLUI 0.024% 0.024% +<0.01%
XONAHTUT
CucteMHag cknepogepmums 0.025% 0.025% +<0.01%
bonesHb bexyeta 0.005% 0.0052% 0.96x >-0.01%
Pak Wwm1TOBMAHON Xenesbl 0.028% 0.033% 0.85x >-0.01%
KonopekranbHbli pak 0.16% 0.17% 0.95x >-0.01%
MNMuwesopn bappetTa 0.87% 0.9% 0.97x -0.027%
CaxapHbin guabet 1 Tvna 0.35% 0.4% 0.87x -0.054%
bonesHb Anburenmepa 4.84% 49% 0.99x -0.061%
AHeBpM3Ma COCy0B rO/I0BHOrO 1.49% 1.57% 0.95x -0.078%
MOo3ra
3aKpbITOYronbHas rnaykoma 0.31% 0.4% 0.78x -0.087%
®ubpunnsauma npeacepani 3.28% 3.4% 0.96x -0.12%
O6bIKHOBEHHbIE Yrpu (TAKenas 0.84% 1% 0.84x -0.16%
dopma)
Mcopuas 1.57% 1.82% 0.86x -0.25%
Poszauea 5.48% 6% 0.91x -0.52%
KoHTpakTypa [JontounTtpeHa 13.1% 15.9% 0.82x -2.8%
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HassaHue Baw puck
Pak npencrarenbHoM xenesbl 0.34%
MenaHoMa 2.67%
OTKpbITOyronbHas rnaykoma 1.39%
OcTeoapTpos 5.74%
MMnotnpeos 0.065%
AHeBpM3Ma BGPHOLLHOrO oTAeNa 2.87%
aopThl

Llennakuns 0.49%
HassaHue Baw puck
MepBuyHbIV BunnapHbii xonanrut  0.0021%
Tpomb03 rnybokmx BeH U 0.073%
TpoMB03MBO/IMSA NEFOYHOM apTepum
PeBmMaTonaHbIn apTpuT 0.13%
Snunencus 0.12%
bonesHb NapknHCoOHa 1.04%
MurpeHb 5.57%
Moparpa 1.36%
XXenyHokaMeHHas 6onesHb 3.18%
MouekameHHas 6one3Hb 1.44%
CaxapHbin guabet 2 TMna 0.34%
Bapuko3Hoe pacwmpeHue BeH 19.29%
ba3anbHOKNETOUHbIN paK KOXM 20.96%
OxupeHue 20.06%

CpepHuit puck

0.44%
3%
1.97%
6.5%
0.9%

3.9%

2.66%

CpepHuit puck

0.012%

0.1%

0.46%
0.51%
1.54%
7.6%
3.97%
6.7%
5.5%
6.25%
27.8%
36%

37.9%
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OTHOCUTENbHbIN
pucK

0.78x
0.89x
0.7x
0.88x
0.072x

0.74x

0.18x

OTHOCUTENbHbIN
pucK

0.17x

0.7x

0.27x
0.24x
0.68x
0.73x
0.34x
0.47x
0.26x
0.055x
0.69x
0.58x
0.53x

MHorodakTopHble 3a6oneBaHus

CpasHeHue co
cpegHuM

-0.099%
-0.33%
-0.58%
-0.76%
-0.83%

-1.03%

-2.17%

CpasHeHue co
cpefHUM

-0.01%

-0.031%

-0.34%
-0.39%
-0.5%
-2.03%
-2.61%
-3.52%
-4.06%
-5.91%
-8.51%
-15.04%

-17.84%

IeoeoeteReRe
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XpoHu4yeckast 06CTpykTMBHas 6onesHb
Nnerkmx

CpenHui puck 13.7%

Baw puck 29.33%

XpoHuyeckas obcTpykTnBHas 6onesHb nerkux (XOBJ1) no pasHbIM AaHHbBIM BCTpeYaeTcs
y 11 mMnH venosek B Poccun. bonesHb yale Bo3HukaeT B Bo3pacte 40-50 net. bonesHb
CBSI3aHa C peakuMen Nerknx Ha Yy>KepoaHble YaCcTULbl U rasbl, NOCTOSIHHO
pasgpaxatrowme CmM3nCcTyo 060104KY AbIXaTeNbHbIX NyTEN.

B 80%-90% cnyyaeB pakTOpOM pUCKa CTAHOBUTCS KypeHue. CaMbiM NepBbIM
cumntomoM XOBJ1 cuntaetcs nosieneHme oabliwku. OHa MOXET ObiTb eXXeAHEBHOM MU
nep1Moau4eckon, yCMnMBaeTCs BO BpeMS Harpy3ok (MoabeM Mo NecTHULE, NoAHATHE
TSKECTen).

Mo Mepe pa3BuTUS BONE3HU NO YyTPaM HAYMHAET BbIAENATLCS HEOObLWOE KONNYECTBO
MOKpOTbl. CHayana oHa CnM3ucTas, a 3aTeM CTAHOBUTCS THOMHOWN. JleyeHune BKKOYAET B
cebs 0TKa3 OT KypeHus, CHUKEHUE BO34EeNCTBUS NpodeCcCMOHaNbHbIX BpeaHoCTen
(nbinK, acbecta), a Takke dapMakoTepanuio, OCHOBAHHYK HA NPUMEHEHUU
CneunanbHbIX NeKapCTBEHHbIX NpenapaTos.

[eHeTHMyecKkmne akTopbl pUCKa XpOHUYECKOM
O0OCTPYKTUBHOM BONE3HU NEerkmx

BapwuaHTbl, noBbiWwatoLwme puck BapwuaHTbl, CHUXatoWue prcK
[eH BapuaHT [eHoTMN Bknap, leH BapuaHTt leHoTMn Bknap,
CHRNA3 rs12914385 T/T - rs626750 A/G
- rs4846480 A/A - rs13141641 /T

= rs754388 C/C
- rs4416442 T/C
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KocTtHag 6one3Hb [NepxeTta

CpenHui puck 6.2%

Baw puck 17.4%

3a peaknmu ucknyeHnamm, bonesHb Nemxerta npossnsgetcs nocne 40 net, B
OCHOBHOM Y MY)XXYMH. BepoaTHOCTb pa3BuTuns 3abonesaHms coctasnsiet 6,2% ons
MY>XXUYUH 1 3,9% ons xxeHwmH. MNpu 3abonesaHmnn HapyLwaeTcs MexaHM3M 0BHOBEHMS
KOCTHOM TKaHM, YTO B KOHEYHOM UTOre NPMBOAMT K AedOopMaLmnmn KOCTEN.

Bone3Hb MOXeT nopaxaTb JILOYH YaCTb CKeNeTa; Yalle CTPaAaoT Ta3 U ro/eHu,
6eapeHHble KOCTH, Yepen, MO3BOHOUYHMK, KtounLbl U nneun. OHM yBENNMYMBALOTCS B
pa3Mepax, TepSAT NPOYHOCTb M NoMakTCs. Hepeako 3aboneBaHue npoTekaeT
6eCCMMNTOMHO M CNy4alHO OBHAPYXXMBAETCS NO PEHTTEHOBCKMM CHUMKAM.

Bo BpeMs 60/1€3HM NALMEHT OLLYLLAET TyrMble, HOKWLWME 60U B KOCTAX M CycTaBax,
KOTOpble YCUMNIMBAKOTCS HOUbHO. [1To Mepe nporpeccMpoBaHus 3a601eBaHNS BO3HUKAKOT
rosoBHble 601K, OHEMEHME, NOoKasbiBaHWe, CNabocTb MK Napanuy KOHEYHOCTEMN.
[MauMeHT MOXET NoTepsaTb CyX.

B TsKenbIx cnyyasx pa3BuMBaETCS XpOHMYECKas cepAeyHas HegoCTaTouHoCTb. Ong
neyeHus 6bonesnu MNepxera HA3HAYaOT HECTEPOMAHbIE MPOTUBOBOCMANUTENbHbIE
npenapatbl, 6BubocdoHaTbl U KanbUUTOHMH. [IpUMEHSIOT opToneanyeckune nsgenus. B
HEKOTOPbIX CNYYasixX NaLuMeHTam AenatT onepaumu.
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[eHeTHMYeckmne GakTopbl pUcKa KOCTHOM BoNe3Hu
[lepxeTa

Bapl/IaHTbI, nosbllWaOWmne pnUck BapMaHTbI, CHMXarwuwme pncK
FeH BapuaHT FeHoTMn Bknan Fen BapuaHT FenoTMn Bknan
CSF1, rs10494112 G/G OPTN rs1561570 c/C
EPSSLS
PML rs5742915 c/C
NUP205 rs4294134 G/G

DCSTAMP rs2458413 /T
TNFRSF11A  rs3018362 A/G
RIN3 rs10498635 c/C
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OyaroBoe 0OnbiCceHue

CpeaHumn puck 1.41%

Baw puck 10.68%

OuaroBas anoneums — 3TO NATOIOrMYECKOE BbINaLEHME BOJIOC, MPUBOASALLEE K UX
nopeaeHMo AU NOJTHOMY MCYE3HOBEHUIO HA OnpeaeneHHbIX 061acTaX ronoBbl MK
Tena. YactoTa BCTpeyaemMoCTu cpeam Hacenenms konebnetcsa ot 1% no 2,5%.
3aboneBaHune BO3HUKAET B pe3ynbTaTe NOBPEXAEHNS KNETOK KOPHEBOM CMCTEMbI BONOC
$haKkTopamMu UMMYHHOM 3aLWMTbl, YTO CBSA3AHO C HApYyLLEeHMeM MeTabonnsma
PETUHOMAOB, OTBEYAOLWMX KPOME BCEro NpoYvero 3a 31aCTMYHOCTb M pOCT BOJIOC.

CyuiecTByeT reHeTMYecKas nNpeapacnonoXeHHOCTb K AaHHOMY 3aboneBaHuio. B
OCTa/IbHbIX C/Iy4asiX K HEMY NPUBOAST IMOLMOHA/IbHbIE CTPECCHI, BaKLIMHALMS,
BUPYCHble 3a60N1EBAHMS U NPUEM HEKOTOPbIX NpenapaTtoB. Ha nepBoi ctaamumu 6onesHu
nosenseTcs He6onbLWoe NATHO 06/1bICEHMUS, KOTOPOMY XapaKTEPHO MOKPaCHEHME,
COMPOBOXAAOLLEECS HOKEHUEM, 3YA0M W NMOBbILLEHHOW YYBCTBUTENIbHOCTBIO KOXM.

B7% cny4yaeB OHO nepepactaeT B NMNOJIHYK NOTEPH BOJZIOC HA rosioBe UM Ha BCEM TENE.
Ouaru BbiNaaeHUs BOJIOC UMEKT OKpyribleé UNn OoBaJibHbl€ OYEPTAHUA. Bonocol BOKpYr
HUX HeyCTOI;'IHMBbI nnpu cnabom noTarmMBaHMM BbiNaaaT HEOONbLWNMM My4YyKaMmu.

3aTteM NpPoUCXoaMT CIMSIHWME HECKOJIbKMX 04aroB B OAMH KPYMHbIA Yy4aCTOK 00/IbICEHMS,
KOTOPbIA CTAHOBUTCS 3aMeTeH AN okpyxatowmx. Okono 25% nioaen MMerT Takxke
OTK/IOHEHMS B GOPMUPOBaHMK HOITer. ECnv naumeHT He oyeHb 06eCcnoKoeH noTepen
BOJIOC, Llenecoobpas3HO NpMAEPXKMBATLCA TAKTUKM HAONOAEHMS U BbKMAAHMS. B MHOM
C/lyyae yalle BCEero Ha3Ha4alTCa ropMoHanbHble npenapatbl (Kak NpaBuio,
KOPTUKOCTEPOUAbI).
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[eHeTnyecKkne MakTopbl pUCKA 04aroBoro

obnbICeHUS
Bapl/IaHTbI, nosbllWaOWmne pnUck BapMaHTbI, CHMXarwuwme pncK
[eH BapuaHnt [eHoTun Bknag leH BapuaHnt leHoTun Bknag
- rs16898264 A/A - rs6932542 A/A
HLA-DQA1 rs9275572 G/G IL2RA rs3118470 T/T
= rs1024161 T/T = rs3763312 G/G
- rs3096851 c/C Céorf10 rs6910071 A/A
STX17 rs10760706 c/C = rs9479482 /T
- rs3130320 c/C ERBB3 rs705708 A/G

- rs694739 A/A
- rs13729 /T
= rs4147359 A/G
IKZF4 rs1701704 G/T
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bonesHb nepmndepunyecknx aptTepumm

CpenHuin puck 3.28%

Baw puck 5.07%

bonesHb nepudepuyecknx aptepmin B Nonynsumm BcrpevaeTcss npubansntencHo y
2,5% HaceneHus, Npu 3TOM XeHLWuHbl 6oneetoT B 2 pasa Yale, YeM MY>KUMHbI.
PasguTtuio 6onesHn nepudepudecknx apTepuin B NepByto odepenb CnocobcrTeyeT
atepocknepo3. [1pu atepockiepose XMPOBble OTNOXKEHUS (B1ALWLKM) HAKANAMBAKOTCS HA
CTEHKAX apTepuit U YMeHbLUAT KPOBOTOK.

Pexxe npuumHammn 6onesHu nepudepuyeckmx aptepuin MoryT 6biTb BOCnaneHue
KPOBEHOCHbIX COCYA0B, MOBPEXAeHMEe KOHEYHOCTEeN, He0ObIYHOE pacnoNioXeHue
CBA30K MAn Mbiwu,. @akTopamu pucka 6onesHm nepudepuyeckmx apTepui SBASKOTCS:
BO3pacT ctapwe 50 neT, KypeHue, caxapHbl AnabeT, OXMpeHUe, apTepuanbHas
rMnepTeH3us, NOBbIWEHHbIN YPOBEHb XONECTEPUHA U TOMOLUMCTENHA, HaNMYme
POACTBEHHUKOB C CEPAEYHO-COCYAUCTbIMU 3aboneBaHmsaMu. K cumntomam 6onesHu
nepudepuryeckmx aptTepuim 0THOCATCS: 6one3HeHHble CNa3mbl B OAHOM MAn 060mx
6enpax, XxpoMOTa Npu NnepeasuXeHUM Ha onpefeneHHoe pacCTOHUE, OHEMEHME UK
cnabocCTb HOT, 396KOCTb B HUXKHEW YaCTM HOT, NOSIBJIEHME HA KOXKE HOT U CTyMHewn
HEe3aXXMBAKLWMX A3B, USMEHEHME LIBETA KOXHbIX MOKPOBOB HOT, BbiNaAeHWe Unu
3aMep/ieHne pocTa BOJIOC HA HOrax, 3aMenJieHne pocTa HOITel Ha Horax, OTCYTCTBME
nnn ocnabesBaHme NynbCa Ha HUKHUX KOHEYHOCTAX, @ TaKKe IpeKTUNbHAs AUCHYHKLMS
Yy MY>XYMH.

JleyeHne 6onesHn nepudepuyecknx apTepui BKIOYAET M3MEHEHME 06pa3a XXU3HK,
NEeKAPCTBEHHYIO TEPANMIO, @ TaKXKe XMPYpruyeckoe BMELLATENbCTBO NpU
HeobxoammocTu. JledeHne HanpaBeHO Ha CHUXEHME pUCKA CepAEYHO-COCYAMNCTbIX
3ab0neBaHuMi, yMeHbLIEHME CUMNTOMOB XPOMOTbI, Yy4ylleHne MOBMNbHOCTM M 06LLero
KaQuecTBa XXM3HU M NpeaoTBpaLLeHNE OC/TOXHEHUN.
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[eHeTHMyeckmne GakTopbl pMcka 6onesHu
nepmpepuyeckmx aptTepun

Bapl/IaHTbI, nosbllWaOWmne pnUck BapMaHTbI, CHMXarwuwme pncK
FeH BapuaHT FeHoTMn Bknan Fen BapuaHT FenoTMn Bknan
- rs4842266 G/G TCF7L2 rs7903146 c/C
PTPN11 rs11066301 G/G
MMP3 rs566125 T
CELSR2 rs7528419 A/A
ABO rs505922 T/C
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bpoHxuanbHaa acTMa

CpenHuin puck 5.1%

Baw puck 6.37%

BpoHxunanbHag acTMa BCTpeyaeT YacTo. Puck 3abonesanuns y MyxxumH coctasnsiet 5,1%,
ANs XeHWwmMH — 6,4%. Cna3M 6pOHX0B BO3HMKAET M3-3a NOBbILEHHOM peakumm
OpraHM3Ma Ha pa3apaXkMTenu, NOCTynatLWwme B AbIXaTeNbHY CUCTEMY U3 BHELLHEN
cpegpbl.

Tpurrepom cnyxut ntoboe cobbiTMe, KOTOPbIE Bbi3bIBAET CYXXEHME TNAAKON
MYCKYNaTypbl AblXaTeNIbHbIX NyTen: Gusnyeckme ynpaxHeHus, XonogHblM BO34YyX,
KypeHue, CTpecc, BAbIXaHWe anfiepreHos, N1LLEeBbIe NPOAYKTbI, 3arPsA3HEHHbIA BO34YX.
CMNTOMbI BPOHXMANBHOM aCTMbI: OAbILIKA, CBUCTSALWMIA XPUN, CyXON Kallenb,
3a/I0)KEHHOCTb FpyAHOM KneTkn. Bo BpeMs NpuCTynoB y NaLMEHTOB yyallaeTcs
cepauebneHne, MOXET NOCUHETb KOXKa M CIM3UCTbIe 060104KMW.

Taxenble NPUCTYMbl 1IeYaT B CTaLMOHApe C UCMONb30BaHMEM KMCIOPOAOTEPANUM U
npenapaTos, paclumpsoWmx 6poHxu. MNaumeHTaM NoabupaoT aaeKBaTHYO
NoAAEePXKMBAIOLLYIO TEPANMIO.

[eHeTUYeckne GakTopbl pUCKa BpOHXMANbHOM
aCTMbl

BapVIaHTbI, nosbilaouwmne puck

leH BapuaHT [eHoTMN Bknag,
TSLP rs1837253 c/C
CD247 rs2056626 T/T
NAB2 rs1059513 T/T
STAT6 rs167769 /T

= rs10876864  A/G
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CuHapom cnabocTn CMHYCOBOrO y3/1a

CpenHuin puck 0.03%

Baw puck 0.04%

CuMHApOM €cnaboCcTM CMHYCOBOrO Y313 — 3TO HapyLeHMe pUTMa CepaeYHbIX
COKpaLleHWH, BbI3BaHHOE PSAOM PAaKTOPOB, CHMKAKLWMX DYHKLUNOHANBHYIO
CNOCOBHOCTb CMHYCOBOTO y3/1a. PacnpocTpaHeH cpeam nnu, NOXKUIOro U CTapyeckoro
BO3pacTa, HO B peAKuX Cay4asx MOXeT HabnoaaTbCa y aAeten U NoApOCTKOB.
OAMHAKOBO YaCTO CMHAPOM BO3HMKAET Y MYXXUMH U KEHLLMH.

B ero ocHoBe nexuT AUCHYHKLMSA CUHYCOBOTO Y3113, BO3HMKAOLWASA NOL BAUSHUEM
Pa3/IMYHbIX NaToiorMyeckux GakTopos. MNpuunHamm MoryT BbiTb 3a601eBaHMUS
MWUOKApAa, apTepUanbHas TMNePTEH3US, XMpypruyeckas TpaBMa CepaLa, HapyLeHus
KOCTHO-MbILIEYHOW CUCTEMbI, TMNOTUPEO3 U NEPEeAO3MPOBKA HEKOTOPLIMU
npenapatamu (Hanpumep, cepAeYHbIMU FMKO3MAAMM). MoXeT nepeaaBaTbCs Mo
HacneacTay.

Ha paHHUX CTaAUAX NMPOTEKAET 6eccumnToMHo. Co BpeEMEHEM MOXHO 3aMEeTUTb
M3MeHeHne nynbcCa, OH CTaHOBUTCA HEPETrYyNApHbIM UNNU 3aMEONEHHbIM. MNo3xe
noAaBAAETCA 4yBCTBO YCTANOCTHN, SMOUMOHAJIbHAA NabunbHOCTb, OAbILLKA M 3arpyanHHble
60onu, cBA3aHHbIE C yxXyaweHnem Mo3rosoro 1 nepwcbepmquKoro KpOBOTOKa.

NHorpa cnyyatotcs 06MOpPOKM, NpeaBecTHUKaMM KOTOPbIX SBAAIOTCS pe3kas cnabocTb U
WwyM B ywax. OHW NpOBOLMPYIOTCA KalLaeM, HOWEHUEM TECHOTO BOPOTHUYKA UK
pe3KMM MOBOPOTOM roJioBbl. Ha 6bonee no3gHMX CTaamax NOSBASIETCS PUCK BHE3AMHOM
cepaevyHon cMepTu.

06beM Tepanuu 3aBUCUT OT NPUYUH BO3HUKHOBEHUSA U CTEMEHM TXKECTU HapPYLLIEHMS.
Bo MHOrMx cnyyasx NpMMEHSIOT UMMAAHTALMIO 3N1eKTPOKapANOCTUMYNATOPA.
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[eHeTHMYeckmne GakTopbl pMcka CMHAPOMA CNabocTu
CMHYCOBOIO Yy3Na

Bapl/IaHTbI, nosbllWaOWmne pnUck Bapl/laHTbI, CHMXawwmne puck
[eH BapuaHnt [eHoTun Bknag leH BapuaHnt [eHoTun Bknag
HOMEZ rs1055061 /T EFS rs2231801 ¢/C
MYH6 rs28730774 G/G

32



IeoeoeteReRe

SO0 0O SRR RORRORRORRORRORRRRRRRRRRRORRRRRRORRRRRRRRRRRRRRRORRS MHOquJaKTOpHHe 3360ﬂeBaHVlﬂ 40

SO0 RRORRRRRRRRORRRRRRRRRRRRRRO RO RRRRRORRORRRRRORRRORRORRRRRORROROORROROROY

Mwemnueckast 6o1e3Hb cepaua

CpenHuin puck 6.5%

Baw puck

B pa3BuTbIX CTpaHax Ha UlIeMKUYecKyto bonesHb cepaua npuxoamTcs okono 30 %
cMepTHOCTU. B cpeaHeM oHa pa3BuBaeTcs y 6,5% MyxXumH 1 4% xeHwuH. [NopaxeHne
MWOKapAa HacTynaeT B pe3ynbTaTe pacCTPOMCTBA KOPOHAPHOIO KpOBOOOpaLLeHNs:
HapyLlaeTca 6anaHc Mexay HeobxoauMbIM M peanbHO NOCTYNAKLWMM K CEpAEYHOM
MblLLLLE KPOBOTOKOM.

Nwemmyeckaa 6onesHb cepaLa NposiBASETCS KaK 3arpyanHHas 60/b, CBA3aHHas C
dU3MYECKOW Harpy3kom Mam CTpeccoM, oablllka, HapyweHmMe putMa u nepeboun B
paboTe cepaua, cnaboctb. Co BpeMeHEM K CMMMNTOMAM A00aBNSETCS NPU3HAK
CcepaeyHOM HeJoCTaTOMHOCTU — NepuoanYeckne 0TEKMU, HAUMHAKLWMECS C HUXKHUX
KOHeYHOoCTen. MeamMKaMeHTO3Has Tepanuna BKIKOYAET aHTUarperaHThl, 6erta-
afpeH06/10KaTopbl M TMMOX0IeCTEPUHEMMUYECKME MpenapaTbl.
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[eHeTnUyecKne PaKTopbl pUCKa NWEMUYECKOM
6ones3Hn cepaua

Bapl/IaHTbI, nosbllWaOWmne pnUck

leH
ZPR1
SH2B3
ZNF652
CELSR2
MIA3
ABO
ZC3HC1
TCF21
CFB
LDLR

RASGEF1B
GUCY1A3
APOE
LIPA
PPAP2B
PHACTR1
TNS1
NDUFA12
PCSK9
COL4A1
ANGPTL4
AGT
IL6R

BapuaHT
rs964184
rs3184504
rs16948048
rs602633
rs17465637
rs507666
rs11556924
rs2327429
rs2072633
rs6511720
rs15285
rs840616
rs11099493
rs7692387
rs974819
rs7412
rs2246942
rs17114046
rs9349379
rs61741262
rs7306455
rs11591147
rs3809346
rs116843064
rs699
rs4845625
rs2252641
rs2891168

leHoTun
G/G
vl
G/G
G/G
C/C
G/A
c/C
vl
G/G
G/G
C/C
C/C
A/A
G/G
/T
c/C
G/A
A/A
G/A
vl
G/G
G/G
G/A
G/G
G/A
/T
/T
G/A

Bknag
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BapMaHTbI, CHMXarwuwme pncK

leH
ARHGEF26
TRIB1
FURIN
TGFB1
VAMP5S
CCM2

GIP

FN1
ABCG8

FLT1
SCARB1
ATP2B1

DHX58
HSD17B12
ZEB2
HGFAC
VEGFA

BapuaHT
rs12493885
rs2954029
rs17514846
rs4803455
rs1561198
rs2107732
rs11806316
rs3895874
rs1250229
rs6544713
rs4752700
rs6842241
rs9513112
rs11057830
rs2681492
rs944172
rs16986953
rs2074158
rs7116641
rs6740731
rs16844401
rs6905288

leHotun
G/G
vl
C/C
A/A
C/C
G/A
A/A
G/G
C/C
c/C
A/A
C¢/C
G/G
G/G
/T
/T
G/G
T
/T
G/G
G/G
G/A

MHorodakTopHble 3a6oneBaHus

Bknan

IeoeoeteReRe
IeseoeteRtee
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Butunuro

CpenHuin puck 2%

Baw puck

BUTMAMIO — 3TO HapyLUEHWE MUTMEHTALMM KOXM, BbI3BAHHOE MCYE3HOBEHUEM
MeNaHMHA Ha OTAENbHbIX yYacTKax Tena. 3abosieBaHMe pacnpoCcTpaHEHO BO BCEX
CTpaHax MMpa M MOXET HauyaTbCs B Nt06OM BO3pacTe, HO Yallle BCTPEYAETCS Y KEHLIMH
“ B MONOAOM Bo3pacTe. [Ip1yMHa U MEXAHWM3M ero pa3BUTUS OKOHYATENIbHO He
onpeaeneHsl.

MNMeroTca gaHHble O TOM, YTO NPeapacnoNOXEHHOCTb K BUTUIMIO MOXET nepenaBaTbCs
No HacneacTBy, a Takxke 60nbluoe 3Ha4YeHNe B BO3HMKHOBEHMM 3TOrO HapyLLEHMS
MMEIOT CTPECCOBbIE COCTOSAHUS, NepeHeCceHHble MHPEKUMOHHbIE 3aboneBaHns,
XpOHUYecKne 60ne3HN BHYTPEHHMX OPraHOB, MHTOKCMKALMM, KOHTAKT KOXM C
HEKOTOPbIMU CUHTETUYECKUMMU TKAHAMM U dU3MYecKme TpaBMbl. B pesynbtaTe
JENUIMEHTALMN HA KOXKE MOSIBNISAIOTCSA pa3fIMYHOM BEIMUYMHBI U HOpPMbI Besnble NATHA C
4yeTKuMM KpassMu. OHM NOCTENEHHO YBEIMUMBAOTCS B pa3Mepax, C/IMBAOTCA, 0bpasys
o6wmpHble 0bnact 6e10-MOI0YHOTO L BETa.

Bonocbl B 3TMX MecTax Takxke obecupeymBatoTcs. Oyarn MoryT BO3HMKATb
NMOBCEMECTHO, HO Yalle BCEro Ha NNLE, KUCTAX, NOKTAX U KoneHsax. OTaenbHble naTHa
MOryT CAaMOMPOM3BO/IbHO MCYE3aTh.

Jiopam ¢ BUTUAMIo cnepyeT n3beratb NpsAMbIX COMHEYHbIX ny4yei. JledeHne HanpaBneHo
Ha yCTpaHeHMe KOCMeTMYecKkoro aedekTa n BOCCTAaHOB/IEHME eCTECTBEHHOM
NMUrMeHTaummn. 1ng aToro ucnonb3yetcs GOTOXMMUOTEPANKS, @ B HEKOTOPbIX Cy4asx —
nepecagka Koxu.
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[eHeTnyecKne PaKkTopbl pUCKA BUTUSIUTO

BapwuaHTbl, noBbiWwatoLwme puck BapwuaHTbl, CHUXatoLWue prcK

[eH BapuaHT [eHOTMN Bknap, leH BapuaHTt leHoTMn Bknap,

- rs2111485 G/G BCL2L12 rs2304206 A/A

TYR rs1126809 G/G - rs60131261 TTTA/T
TTA

- rs11021232 T/C - rs2687812 /T

- rs4308124 c/C GZMB rs§192917 /T

- rs34346645 c/C BACH2 rs72928038 G/G

- rs9611565 T/T - rs2247314 T/C

- rs12771452 G/G PTPN22 rs2476601 G/G

PTPRC rs16843742 /T - rs10200159 /T

- rs2017445 G/A CPVL rs117744081 A/A

IRF4 rs12203592 c/C IL2RA rs706779 T/C

- rs231725 G/A
- rs1043101 A/G
- rs4807000 G/A
C1QTNF6 rs229527 C/A
= rs301807 G/A
LPP rs13076312 /T
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Tupeonaunt XawmmoTo

CpenHuin puck 0.53%

Baw puck

Tupeonant XawnMoTo (ayTOMMMYHHbIA TUPEOUOUT) — 3TO XPOHUYECKOe
BOCNanuTeNnbHoe 3aboneBaHme WUTOBUOHOM Xenesbl, CBI3aHHOE C HapyLIeHUeM
paboTbl MMMYHHOM cUCTEMBI. BcTpeyaeTca y 3-4% HaceneHus. XeHwuHbl 6onetoT B 4-8
pa3 Yalle MYXYMH.

[1pMUYMHBI BOSHUKHOBEHMS M Pa3BUTUS 40 KOHLLA He ScHbl. [Togo3peBaeTcsl YaCTUUHbIN
reHeTMyeckmn gedekT UMMYHHOM CUCTEMBI, NMPU KOTOPOM B KNeTKaX IHAOKPUHHbIX
Xenes NponcxoaaT pasnyHble CTPYKTYPHblE M3MEHEHMS U BO3HWMKAET BOCMANUTESNbHbIN
npouecc. 3aboneBaHne NPOSBNSETCA NOKANbHbLIM (B OGHOM KOHKPETHOM MeCTe) Uu
ANOPY3HbIM (PacnpOCTPAHAOLMMCS NOBCEMECTHO) YMNOTHEHUEM LINTOBULHOM
Xenesbl, BO3HUKHOBEHMEM C/IOXKHOCTU NPU FNOTAHUU U AbIXaHUM, BCE 3TO MOXET
CONPOBOXAATbCS yMepeHHOW 60/1blO.

AYyTOMMMYHHbI TUPEOMAMT, Kak NPaBW/IO, pa3BMBAETCS NOCTeNeHHo. MIHoraa cHavana
HabnoaaeTcs YpeaMepHoe PYHKLUMOHUPOBAHME LMTOBUIKM, A 3aTEM
MPOrpeccUpyroLLEe CHMXKEHME. N9 NeYeHUs NPUMEHSIOT B OCHOBHOM FOPMOHa/bHYHO
Tepanuio.

[eHeTHMyeckmne GakTopbl pucKka TMpeomamTa

XaWwunMoTo
BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHUXatoWKWe prcK
[eH BapwuaHT [eHOTMN Bknan leH BapuaHT leHoTMn Bknapn
TPO rs11675434 T/T - rs353648 G/T
ATXN2 rs653178 C/C - rs3094228 T/T
- rs4811340 G/G - rs11602677 G/G
- rs879564 A/A - rs10944479 G/G

= rs301799 /T
- rs4889009 C/G
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Cunapom Lerpena

CpenHuin puck 1.28%

Baw puck

CuHapowm LLerpeHa - 370 ayTOMMMYHHOE NOpPaXKeHUE COeAMHUTENbHOM TKaHM Xenes
BHELIHEW CEKPELMM, XapaKTEPU3YIOLLEECS CYXOCTbIO CIM3UCTbIX 060/104eK. B OCHOBHOM
MM CTPaZatoT XEHLWMHbI B MOCTMEHONAY3anbHOM nepuoae. CuHapom LerpeHa valwe
BCEr0 MOPAXXAET rN1a3a, Bbi3blBAsk B HUX XKEHWE, PE3U U OLLYLLEHME KNECKAX.

Takxe npu 3ToM 3ab60neBaHMM HABNOAAETCS BbIpAKEHHAS CYXOCTb KOXM, MONOCTM pTa
M HOCOrNOTKW. B 6ONbLWKNHCTBE Cly4aeB pa3BMBAETCS 3aMETHbIM YNafok cun, 6onu B
CyCTaBax v MblWwUax. Ha gaHHbIM MOMEHT cneunduyeckoro 1e4eHns, HanpaBieHHOro
Ha BOCCTAaHOBNEHME QYHKLMK XKenes, He CylecTByeT. BMecTo 3Toro okasbiBaeTcs
CMMNTOMATMYECKAs U NOAAEPXMBAIOLLAS Tepanus.

[eHeTM4yeckme pakTopbl pucka cmHapoMma LerpeHa

BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHUXatoWue prcK
[eH BapuaHT [eHoTMN Bknap, leH BapuaHTt leHoTMn Bknap,
- rs13246321 c/T STAT4 rs7582694 G/G
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OcTteonopos

CpenHuin puck 4.3%

Baw puck

OcTteonopo3y 6onblue NOABEPXKEHbI XXEHLLMHbI: CPEAHUIA PUCK 1S XXEHCKOW NONyNaumm
coctaBnseT 15,4%, a ans MyxunH — 4,3%. B Poccnn Kaxkaas BTOpas XXeHLWNUHA U
KaXXAbIM NATbIM My>4mHa ctapwe 50 net ctpafgatot 3TuM 3abonesaHuem. lpu
0CTeonopo3e KOCTHas TKaHb paspyluaeTcs bbicTpee, yeM hOpMMUpPYETCS HOBAS.

[MocTeneHHO KOCTM CTAHOBSATCS MEHee NMIOTHbIMU U Bonee XpyrnKnuMu, 1 aaxe
He3HauYMUTe/IbHble NALEHWUS U MMKPOTPABMbl MOTYT NPMBOAMUTL K NepesoMaM. Ha
HayanbHbIX CTaansax 3aboneBaHme NpoTekaeT 6€CCUMNTOMHO M YaCcTO AUArHOCTUpPYeTCS
TONbKO Noc/ne nepenoMa npu Hebosnblwoi Tpaeme. C pa3BUTMEM OCTEONOpPO3a
NOsSIBNAIOTCSA HoloWMe 60K B KOCTSX, YCUIMBAOLWMECS NPU ABUKEHUM, HAPYLIAETCS
0CaHKa, yMeHblUaeTcs pocT. JleueHne noabmpaercs MHAMBUAYANBHO.

[eHeTnyeckne pakTopbl pUCKa OCTEONOpOo3a

BapuaHTbl, NOBbLILIAKOLME PUCK BapuaHTbI, CHUXatoLWMeE pUCK
leH BapwuaHT [eHoTMN Bknag, leH BapwuaHt leHotun Bknag,
WNT16 rs2908007 A/A RSPO3 rs10457487 A/A
RPS6KAS rs1286083 T/T FUBP3 rs7851693 ¢/C
CTNNB1 rs430727 /T STARD3NL  rs6959212 c/C
LRP5 rs3736228 c/C
SPTBN1 rs4233949 ¢/G

39



000000000000000000000000000000000000000000000000000000000000000000000000000000000 T
9000000000000000000000000000000000000000000000000000000000000000000000000000000000 MHOTODAKTOPHLIE 3360/1EBAHNA 00000000000

Capkounpgos

CpenHuin puck 0.18%

Baw puck

Capkonao3 - 370 BocnanuTenbHoe 3abosneBaHme, KOTOpPOe MOXET NopaXkaTb MHOIMe
OpraHbl M CMCTEMbI. B OCHOBHOM CTpagatoT nerkme, ituMdaTuyeckmne y3bl, CENe3eHKa,
NneYyeHb M CKOHHbIE Xene3bl, pexe — KOXa, KOCTH, CYyCTaBbl, MblLLLbl M rNa3a. Bo3HukaeT
y ntogen B Bospacte 20-40 neT, 1 YaLLe y KEeHLUMH.

MpUYMHBI L0 KOHLLA HEM3BECTHbI, NPEANON0XUTENBHO MMU MOTYT ObITb
MMMYHONOTMYECKME HAPYLIEHNS U reHeTUYeCKas NpeapacrnonoXeHHOCTb. B ocHoBe
MaTONOMMM NIEXMUT CKOMIEHWE BOCMANMUTENbHBIX KETOK B BUAE Y3€/IKOB B Pa3/IUYHbIX
opraHax, NPUBOASLLMX K HAPYLLEHMIO UX DYHKLUMOHUPOBaHMS. CO BpEMEHEM Y3€e/KM
MOTIYT paccacbiBaThCs UM NPeobpa3oBbIBAOTCS B pyOLOBYHO TKaHb.

HauanbHble cTagnun 3aboneBaHuns npoTekatoT 6eccuMnTomMHo. [1oTOM BO3HMKaeT 60nb B
rpyam, Mexxay nonaTok, a TakkKe CyXOM Kallenb M oapliKa Npyu hu3nyeckom
HanpskeHUK. Ha Koxxe MOryT NosIBUTbCS KPAaCHOBATO-CMHIOLIHbIE BbICbINAHMS.

Ecnun nopaxkaeTcs cetyatka rnasa v 3puTeNibHbIM HEpB, TO YXyALIAeTcs 3peHue. Bce 310
COMPOBOXAAETCS 0OWUMM CUMNTOMAMM MJIOXOrO0 CAaMOYYBCTBUS: NOTEpPeN anneTmTa u
BeCa, HapyLLUeHNeM CHa, BbICTPOM YTOMASEMOCTbIO, HOYHOM NOTAUBOCTLIO, IMXOPALKON
“ HegoMoraHueM. [1ng neyeHns CNoNb3yT FOPMOHASbHbIE U
NpOTUBOBOCMANUTENbHbIE NpenapaTbl, GU3noTepaneBTMYecKmne Npoueaypsbl, a UHOraa -
CpencTBa, NOAABNALWME UMMYHHYIO peakLMio OpraHu3ma.

[eHeTM4Yeckme PakTopbl pUCKa capkomaosa

BapuaHTbl, NoBbIWatoLUme puck

[eH BapuaHT [eHoTMN Bknap,

= rs479777 T/T
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KepaToKOHYC

CpenHuin puck 0.086%

Baw puck

KepaTokoHyc - 370 3aboneBaHue rnasa, npu KOTOPOM POroBmLa NpUHUMaeT
KOHWYEeCKYo hOpMy, Bbi3blBasi PE3KOE CHUXEHWE 3pUTENbHbIX CMOCOOHOCTEN.
PacnpoctpaHeHHocTb coctasnseT 1 cnydan Ha 1 000 yenosek. Yalue Bcero
NPOABNSETCA yXe B NOAPOCTKOBOM BO3pacTe, a NuK npuxoantca Ha 20-30 ner.

OCHOBHasi NpUUYMHA BO3HUKHOBEHMS He BbisiBNEHa. [peanonaraeTcs, YTo KEpaTOKOHYC
MOMXET NOSIBUTLCS M3-3a FEHETMYECKOro AedeKkTa uam CTaTb NOCNEACTBUEM APYroro
3aboneBaHus. MepBble NpU3HAKM 3TOM BONE3HM NOXOXKM HA CUMMTOMbI pedpakLmm
(6NM30pYKOCTM M acTUrMaTM3Ma), NO3TOMY MHOTAA AOCTAaTOYHO C/IOXKHO Cpasy
MOCTaBMTb TOYHbII AMATHO3.

Mo Mepe pa3BUTUS, 3pEHME YXYALAETCS, OTMEYALOTCS ABOEHMUE B IN1a3ax, Pa3MbITOCTb U
HEPOBHOCTb OMEPTaHMIA MCTOYHMKOB CBeTa. Ha no3aHMX cTagusax, Kak npasuno,
pa3BMBAETCS CBETOBONA3Hb M YYBCTBO MOCTOSIHHOTO YTOM/IEHMS IN1a3, CBS3aHHOE C
4aCcToW HeOBXOAMMOCTBIO LWYPUTLCS. B 3T0 X BpeMs NpoMCcXoauT KOHYCOBUAHOE
BbINSIYMBAHME POrOBULIbI.

Ha Hei moryT popmupoBatbest pybLbl, KOTOpbIe ele CuabHee yxXyaLWaT 3peHue. [ns
NeyveHns NCNOoNb3YIT NeKapCTBEHHbIE pacTBOpbI U Bo3aencTame YD-nsnyyeHus.

[eHeTHMyeckmne GakTopbl pUCKa KEPATOKOHYCA

BapuaHTbl, NoBblLWatoLWme puck BapuaHTbl, CHUXKatowme puck
leH BapuaHT [eHoTun Bknag leH BapuaHnt leHoTMn Bknag,
COL5A1 rs7044529 T FNDC3B rs4894535 c/C
- rs9938149 A/A - rs2721051 ¢/C

- rs1536482 A/G
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AHOporeHHas anoneums

CpenHuin puck 44.9%

Baw puck 50.35%

AHpporeHHas anoneumus — 3To 3aboneBaHue, KOTOPOE XapaKTepmnsyeTcs UCTOHYEHUEM
M BbiNageHMeM BosIoC Ha ronose. Cebiwe 95% Bcex cnyvyaeB 06/bICEHUS MY>XKUMH
NPOMCXOOMT UMEHHO M3-3a 3TOM 6one3Hu. [laHHblie MO YacToTe ee NOosBAEHUS Y
YEHLLMH 3HaunTenbHOo pacxopartcs: oT 20% no 90% Bcex cnyyaeB notepu BonocC.

JTO CBA3aHO C MEHEE 3aMETHbIM U TPYAHEE AMArHOCTUPYEMBIM MPOSIBNIEHUEM 3TOrO
HAPYLLUEHMS Y XKEHCKOTO nona. MpuynHoi pa3BuTus 3aboneBaHMs MOXKET CTaTb
reHeTMYecknii hakTop — BPOXAEHHOE yKopouyeHMe (asbl pocTa BOMOC, KOrAa OHM
ObICTPO UCTOLLLAIOTCS, CTAHOBATCS KOPOTKMMU U BbINadakoT. Takxke aHapOreHHas
anoneums MoxeT ObITb BbI3BAaHA M3MEHEHMEM FOPMOHabHbIX MPOLLECCOB, B pe3yfibTaTe
KOTOPOro NpoMCXoauT paspylieHue Gonnukyna.

[MepBbiM NPU3HAKOM 3TOM NATONOMMKU CYUTAETCS HaNMYME HA FONI0BE BOJOC,
Pa3IMYaLLMXCA NO AJIMHE U TONWMHE, 3aTEM HA CMEHY BbINABLIMM MOSABASIOTCS BCE
6onee cnabble BONOCKM A0 TEX MOP, MOKA BONOCSHAS NYKOBULLA COBCEM He
atpodupyeTtcs. Y My>XKUMH TakMe NpoLecCbl HAUYMHAKTCSA CO CTOPOHbI 163 U Ha TEMEHM.

Co BpeMeHeM 30Hbl 006/1bICEHUSI MOCTEMEHHO PACLLUMPSIOTCS U C/IMBAKOTCSA B O4HY
3aNbICMHY. Y XXEHLIMH NOTEpS BONIOC NPOMCXOAUT PAaBHOMEPHO NO BCEM rofioBe, YyThb
6onble Ha Makywke. Yepes 10-12 net TeyeHns 60ne3HN yCTbst PONIMKYNOB 3apacTatoT
COEAMHUTENIbHOM TKaHbIO U YXKe HEe MOTyT NPOM3BOANTb AAXE NMYLIKOBbIE BOMOCHI.
JleyeHue BKIOYAET NEKAPCTBEHHYIO M NA3EPHYH0 TEPAnmMK, a TakKe TPAHCNAAHTALMIO
CcoBCTBEHHbIX BOMOC.
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[eHeTUnyecKkne GakKTopbl pUCKA aHAPOreHHOoM
anoneumu

Bapl/IaHTbI, nosbllWaOWmne pnUck

leH

BapuaHT
rs6772287
rs13092705
rs1276250
rs71635652
rs1422798
rs12902958
rs844193
rs6683032
rs2863081
rs7542354
rs186749
rs427754
rs10771462
rs7226979
rs9398035
rs8085664
rs112385572
rs9719620
rs538628
rs10516537
rs149801367
rs12144907
rs6811219
rs12185725
rs144733372
rs174581
rs6756875
rs1842202
rs12509636
rs6802174

leHoTun
c/C
vl
C¢/C
G/G
C/C
G/A
/T
c/C
G/A
G/G
G/G
C/C
G/A
vl
C¢/C
c/C
A/A
/T
G/G
A/C
/T
G/C
/T
A/G
/T
G/G
C/C
A/A
C/C
c/C

Bknag
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BapMaHTbI, CHMXarwuwme pncK

leH

WNT10A

BapuaHT
rs7362398
rs7362397
rs6035986
rs2047198
rs3781452
rs9357047
rs9388490
rs246180
rs13021718
rs7680591
rs11497798
rs199791
rs12203592
rs6982226
rs29073
rs17265513
rs2028122
rs690333
rs7974900
rs855256
rs7349332
rs59712316
rs1474368
rs801525
rs939963
rs75732647
rs6588396
rs1005734
rs16862069
rs2117234

leHotun
/T
vl
G/G
/T
/T
T
/T
A/A
G/A
/T
C/C
T
c/C
vl
C/C
T/C
G/G
A/A
T/C
c/C
C/C
G/C
A/G
G/G
G/C
c/C
T/C
C/A
G/G
/T

MHorodakTopHble 3a6oneBaHus

Bknan

IeoeoeteReRe
IeseoeteRtee



THADA

rs145226407
rs10928235
rs8013382
rs76972608
rs12214131
rs2143109
rs1576101
rs67803788
rs4363059
rs6732426

A/A
AT
A/A
A/A
G/A
A/G
AT
G/A
AT
/T

0.52%
0.5%
0.45%
0.42%
0.32%
0.3%
0.26%
0.12%
0.1%
0.045%
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OTocknepos

CpenHuin puck 2.5%

Baw puck 3.56%

OTocknepos - 310 3aboneBaHue, XapakTepU3yHLLEECs 3HAYUTENbHbIM YXYALIEHNEM
WK faxke NoTepen cnyxa mM3-3a NaToorMyeckoro pa3pactaHms TKaHW KOCTHOMO
nabupuHTa yxa. Yactota pacnpocTtpaHeHuns coctasnset 4-8% B obwen nonynauuu.
BcTpeyaetcs B OCHOBHOM Y XeHLMH B Bo3pacTe 40-45 neTt, HO 6bIBAOT M UCKITIOUYEHMS.

[MpUYMHBI pa3BUTMS OTOCKNEPO3a Hen3BecTHbl. Y 60% 60NbHbIX €CTb aHaNOrnYHbIe
C/lyyau B CEMbe, MO3TOMY NpeanosaraeTcs HacnenoBaHue 3abonesaHus. Pa3smBaetcs
OHO O4YeHb MeAJIeHHO, M TONIbKO B HEKOTOPbIX C/1y4asix HOCUT NPOrpeccupyoLwmi
xapakTep.

TeueHne 60ne3HN MOXET Ha KaKoe-TO BPeMsl NPUOCTAaHABAMBATLCS 3aTeM NoOL
BO34enCTBMEM HebnaronpusaTHbIX GaKTOpOB CHOBA BO30OHOBAATLCS, MPUBOAS K
abcontoTHOM rnyxoTe. OTMeYatoT cnefyolme CMMNTOMbI OTOCKIepOo3a: HapacTalLas
TYroyxocTb (06bI4HO Ha 06a yxa), ynyylieHne cnyxa B WyMHOM 06CTaHOBKe, 60/IbHOM
NNOX0 pa3bupaeT peyb NpU rMOTAaHUU U XXEBAHUU, TKENO NEPEHOCUT MOCTOSAHHbIN LYM
B ywax, B 40% cnyyaes HabnopaeTcs ronoBokpyxxeHue. Ha niobow ctaamm
3aboneBaHMe MOXHO N1e4YnUTb MEeAUKAMEHTO3HbIM MyTeM.

PerynsipHbiii npueM nekapcTe BAeYET HE3HAUUTENbHBIE YYYLLEHUS YXKE B CAMOM
Havane Kypca, OLHAKO XMpypruyeckoe BMeLIaTeNnbCTBO, B HONbLUMHCTBE C/TyYaeB,
HensbexHo. B kauecTBe anbTepHATMUBbLI UM AOMNONHEHUSI K ONEPATUBHOMY JIEYEHMIO
MPUMEHSIOT CYXOBble annaparbl.

[eHeTnyecKkne GakTopbl pUCKa OTOCKIEepO3a

BapVIaHTbI, nosblillaoumne puck BapVIaHTbI, CHMXaKLwme pnck
leH BapuaHT [eHoTMn Bknag, leH BapwuaHt leHotun Bknag,
= rs11243426 T/T MYLK4 rs4246059 c/C
- rs1112578 A/A RELN rs3914132 T/T
= rs4603268 /T = rs2246288 G/G
- rs670358 G/G - rs17761499 T/T
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ATONMYECKMNn oepMaTuT

CpenHuin puck 10.6%

Baw puck 11.14%

ATOMMYECKUI 4epMaTHT Pa3BMBAETCA NPU reHETMYECKON NpeapacnonoXeHHOCTH, B
15-20 % cnyyaeB BcTpevaeTca y geten, y 1-3 % y B3pocnon nonynaumu. B cpegHem y
XEeHLWUH faHHOe 3aboneBaHme BCTpeyaeTcs ¢ Yactoton 16,3%, a y myxumH — 10,6%.
[pu aTonMyeckom gepmaTuTe OpraHM3M CIIMLLIKOM aKTUBHO pearnpyeT Ha asyieprexbil.

Nmu MOryT ObITb NblbLA paCTeHMﬁ, AOMallHAA Nblb, WePCTb )KUBOTHbIX, MULLEBbIE
nNpoAyKThbl, 6biToBag xumms. CHauyana nosiBNSOTCS CYyXOCTb U 3y KOXW, 3aTEM — OTEK U
KpaCHbl€ NMATHa C paCribiB4aTbiMU TPaHULAMMN. npl/l pacyecCblBaHNU NMOBpEXOAETCA
3NUTENNN U BO3HMKAET onpenocTb KOXMW.

MNpu nonagaHMmn HPEKUMU NOSBASIOTCS THOMHUYKK. 1N neyeHns ncnonb3yoT
npoTuBoaniepruyeckme CpeacTsa.

[eHeTMuyeckme PaKTopbl pUCKa aToONMYECcKoro

aepMatura
BapuaHTbl, NoBblLWatoLWmMe pucK BapuaHTbl, CHUXKatowme puck
leH BapuaHT [eHoTUN Bknapn leH BapuaHt leHoTmn Bknan
- rs4809219 A/A CLEC16A rs2041733 Cc/C
PUS10 rs4643526 G/A - rs12188917 T/T
- rs6419573 /T - rs2918307 A/A
- rs12730935 G/A - rs10214237 T/C

= rs6473227 C/A
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ApTepunanbHasa rmnepTeH3ns

CpenHuin puck 30%

Baw puck 30.23%

ApTepuanbHas runepTeH3na pacnpocTpaHeHa cpeam naen crapwe 65 net u
oxBaTtbiBaeT 40-50 % HaceneHus. MyxunHbl 6onee npeapacnonoXeHbl K
apTepuanbHou runepteHsnn. CpegHUM puck paseButus 3abonesaHmsa ans My>KCKoro
nona coctasngaet 30%, a ana xeHwmH — 28,1%.

3aboneBaHue BO3HWMKAET M3-3a YACTOr0 HAMPSKEHMS, CNAa3MOB U CYXXEHUS COCYL0B, B
pe3ynbTaTe KOTOPbIX ABUXEHWE KPOBM 3aMeaNseTcs, a CEpALLE BbIHYXXAEHO NOBbILLATb
LaBneHue, 4Tobbl 06ecneynTb HOPManbHbIM KPOBOTOK. [lepBbIMM CUMNTOMAMM
CTAHOBSATCS roNOBHbIE 60U, HAPYLLIEHWUS CHA, NOBbIWEHHAsH PA3ApPaXUTENbHOCTb,
HEeNpUSATHbIE OLLYLLEHMSI B 06NACTM rPpyamM U yyalleHHoe cepauebunenne. OHM mMoryT
COMPOBOXAATbCA FO/IOBOKPYXXEHMEM, LYMOM B YLIaX, TOLWHOTOM 1 PBOTOM.

Mo Mepe nporpeccpoBaHus 601e3HM NOSBASETCS OAbIWKA, MHOTAA — MPUCTYMb
yaywbs. 1 ne4yeHuns cHayana peKoMeHAyT HEMeAUKAMEHTO3HYO TEPANUIo, U eciin
OHa He NMOMOraeT, Ha3HaYakoT JIeKAapCTBEHHbIE NpenapaTbl.
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[eHeTnUyecKkne PaKTopbl pUCKa apTepuasibHOM

MMMNEPTEH3UN
Bapl/IaHTbI, nosbllWaOWmne pnUck BapMaHTbI, CHMXarwuwme pncK
FeH BapuaHT FeHoTMn Bknan Fen BapuaHT FenoTMn Bknan
CSK rs1378942 c/C ARHGAP42 rs633185 /G
CACNB2 rs1813353 T/T GNAS- rs6015450 A/A
EDN3
APOM rs805303 G/G HFE rs1799945 c/C
ATP2B1 rs17249754 G/G NPR3-C5orf rs1173771 A/G
23
CLCN6 rs17367504 A/A
C100rf107 rs4590817 G/G
PLCE1 rs932764 A/G
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Bo3pacTHasg MakynsgpHas gereHepaums

CpenHuin puck 1.03%

Baw puck 1.14%

Bo3pacTtHas MakynapHas aereHepaums B cpeaHeM Bctpeyaetcs y 1,03% My>xunH u
1,84% xeHwunH. 3abonesaHne pa3BMBAETCS B TeYEHME HECKOMbKMX NIET U NopaXkaeT
cpasy oba rnasa. [lepBble NposBAEHUS MaKYNSPHOW AereHepaunn — 3aTyMaHUBaHMeE
3peHus, 3aTpyaHeHME NPU YTEHUM U PACMO3HABAHMM UL, UCKAXKEHUE MPSMbIX TUHUI U
CHWXKEHMEe SPKOCTU LBETOB.

LleHTpanbHOe 3peHMe NOCTENEHHO CTAHOBUTCS HEYETKMUM, Nepep, rna3ammu NosiBNaTCa
TeMHble naTHa. Pa3nunuatoT aBe hopMbl BO3PACTHOM MaKynspHOM AereHepaumm —
KCYXYHO» U «BNaXKHyto». [epeag BcTpevaetcsa B 90% cnyyaes n nporpeccupyet
MeI/IeHHO.

BTopas conpoBoxpaaetcs 6bICTpbIM NageHMEM OCTPOTbI 3peHus. YacTo «cyxas» dopma
MaKyNSIpHOW AereHepauumn He Hy)KaaeTcs B nevyeHun. Bo octanbHbIx cnyyasx
MCMOMb3YHT NOPOrOBYH0, HU3KOMHTEHCMBHYIO lazepoTepanuio unmn GoToAMHAMUYECKYHO
Tepanuio.

[eHeTMyeckme PaKTopbl PUCKA BO3PACTHOM
MaKy/I9pHOU oereHepauum

BapVIaHTbI, nosbilaouwmne puck BapVIaHTbI, CHMXaKLwme pnckK
leH BapuaHT [eHoTun Bknag leH BapuaHTt leHoTMN Bknag,
C3 rs2230199 G/G ALDH1A2 rs2043085 c/C
APOE rs429358 T/T BAIAP2L2 rs8135665 c/C
CFI rs10033900 T VEGFA rs943080 T/C
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JCcCceHUManbHbIN TPEMOP

CpenHuin puck 0.4%

Baw puck 0.45%

JCCeHUManbHbIM TPEMOP — 3TO YACTO BCTpeyvatoweecs nporpeccupytoLlee
HeBponormyeckoe 3abonesaHne, BbIpaXXeHHOE HENPOWU3BOJIbHbIM PUTMUUYHBIM
LPpOXXaHWEM pyK, FON0BbI, FO1I0Ca, HOT M TynoBuMwa. Ero pacnpocTtpaHeHHOCTb
coctasnset ot 0,3 0o 6,7% cpeayn nuu, Monoxe 40 net n pocturaet 8-17% B 80-90 ner.
B ocHoBe 3ab60n1eBaHMS NEXUT HApYyLLEHME B3aUMOCBS3EeN MeXAy pa3nNYyHbIMU
OT[eNamMm rofIOBHOro Mo3ra.

B nonoBmHe cnyyaeB OHO ABNSETCSA HACNeACTBEHHO NpuobpeTeHHbIM. Kpome 3Toro, K
(akTopam pucka oTHOCUTCS Bo3pacT. Hanbonee yacton hpopMon NposBieHus
3CCEeHLMANbHOro TpeEMOpa SIBNSETCS APOXKaHME PYK, KOTOPOE MOXET YCMINBATLCS NpU
BbIMO/IHEHMM HANPABNEHHbIX ABUMXXEHWUI (NOAHECEHME YaLLKM KO PTYy, HanucaHue
TEKCTA) UK B CTPECCOBbIX CUTYAUMAX, @ TaKXKe NPU BONHEHUM, YCTANOCTHU, NpUeMe
BbICOKMX A,03 KODENHA, Ha COMHLE MK OT X0Noaa.

3aTeM K HeMy NocTerneHHo A06aBNSIOTCS TPEMOP FOM0BbI, FON0CA, A3blKa, HOT U
TynoBuwa. 1N neYyeHns Ucnonb3yoT NPOTUBOCYA0POXHbIE NPenapaTbl, BUTAMMUHbI
rpynnbl B, 6eTa-aapeHo610KaTopPbl, MHbEKLMM BOTOKCA, NpU HE3DDEKTUBHOCTU
NEKAPCTBEHHOM Tepanuu NPUMEHSIOT ry6OKY CTUMYNSLMIO FO/IOBHOMO MO3ra.

[eHeTHMUecKkmne GakTopbl pUCKa 3CCEHUMANBHOIO
TpeMopa

BapuvaHTbl, NoBbILWakoLLME PUCK

[eH BapuaHT [eHOTMN Bknap,

SLC1A2 rs3794087 G/T
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CncteMHasg KpacHag Bo4YaHKa

CpenHuin puck 0.045%

Baw puck 0.065%

CncTeMHas KpacHas BONYaHKa — 3TO XPOHMYECKOe ayTOMMMYHHOe 3abosieBaHme,
NpuBOAALLEE K PA3PYLUEHNIO COEAUHUTENbHOM TKAHM M COCYAO0B. B pasHbIXx permoHax
exxerogHo 3abonesaet 1 13 400-2 000 yenoBek. bone3Hb MOXeT Ha4aTbCs B NHOOOM
BO3pacTe, HO Yalle pa3BMBAETCS Y XXeHLWMH oT 15 no 35 ner.

ToYHbIEe NPUYMHBI HE YCTaHOBEHbI. [TPOCNEXMNBAETCS reHeTMYecKas
npeapacnonoXeHHOCTb. MakTopaMm pucka SBASIOTCA BUPYCHbIE MHGbEKLMUM,
FOPMOHasIbHble U3MEHEHMS, MCMXOIMOLMOHASbHbIE TPABMbI, NMOCTOSIHHOE NpebbliBaHUE
Ha COMHLE, annepruyeckme peakummn Ha NpoayKTbl MUTaHUS U NEKAPCTBEHHbIE
BeLecTBa.

3aboneBaHune 3aK/IOHAETCA B TOM, YTO MMMYHHAs CMCTEMA He y3HAeT COBCTBEHHbIE
KNETKM OpraHM3Ma M HauYMHAET YHUUTOXATb MX. DTO NPOSBASETCS 60NbLUMM
KOJIM4eCTBOM CMMNTOMOB M3-3a NOPAXEHUSI TKAHEM U COCYA0B NPAKTUYECKM BCEX
opraHoB u cuctem. OgHMM M3 NepBbIX NPMU3HAKOB KPACHOM BOTMAHKM CTAHOBUTCS
BOCMasieHMe CYyCTaBOB, M3-3a KOTOPOro OrPaHMYMBaAETCS UX NOABMXKHOCTD.

an 3TOM BO3HMKAKT CUNbHble 60511 1 oTeku. lNogBnsatoTca pa3nnyHbie€ BbICbINAaHNA Ha
Koxe. Bo3HukaeT HeNnepeHoCMMOCTb APKOro CoOJIHEYHOTO CBETA.

MoryT 6bITb M ApYyrve NposBAEHWUS B 3aBUCMMOCTU OT TOTO, KAaKMe BHYTPEHHWE OpraHbl
n cucTeMbl BoBneveHbl. Ho B ntobom cnyyae Habnopaercs yCcTonumBoe NoBblEeHME
TeMneparypbl TeNa, c1aboCTb, NOTepst Beca M bbiCTpas yTOMASEMOCTb. 19 neveHus
MCNONb3YIOT CTEPOUAHBIE U HECTEPOMUIHbIE NPOTUBOBOCNANMUTENbHbIE CPEACTBA,
MMMYHOZENpPecCaHTbI.
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[eHeTnyeckne PakTopbl pUCKA CUCTEMHOM KPACHOM
BO/IYAHKMU

Bapl/IaHTbI, nosbllWaOWmne pnUck BapmaHTm, CHMXawwmne puck
[eH BapuaHnt [eHoTun Bknag leH BapuaHnt [eHoTun Bknag
KIAAO319L  rs2275247 T/T JAZF1 rs1635852 T/T

- rs2176082 G/G
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93BeHHbIN KONUT

CpenHuin puck 0.17%

Baw puck 0.19%

M1k 3a60n1eBaeMoCTH A3BEHHbIM KONMTOM npuxoamtcs Ha 20 neT, npu 3ToM
3aboneBaHune BcTpevaetcs y 0,173% MyxumH n 0,234% xeHwmH. Npun S3BeHHOM
KOJIUTE BOCMANAETCA KMILIEYHMK M 06pa3ytoTCcs S3Bbl B TONCTOM KuwKe. [puymHbI
3a60n1eBaHMs HEU3BECTHbI.

MepBbI cUMNTOM 3a60N€BaHUS — AMapes, MHOrAA C NMPUMECHI0 KpOoBK. [10TOM K HeM
MOryT NPUCOEANHUTLCS CXBAaTKOOOPa3Hble 6011 B 061aCTH XKMBOTA, CHUXKEHUE
anneTuTa M Maccol Tena. MiHoraa 60ne3Hb NposSIBNSETCS B BUAE aHEMUU, NUXOPALKM,
NOpaXXeHUa CYyCTaBOB MK rnas. JleyueHne HaNpaBNeHO Ha YCTPAHEHME CUMMNTOMOB U
noanepXkaHue peMumccum.
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MHorodakTopHble 3a6oneBaHus

[eHeTnYecKne PaKTopbl pUCKa A3BEHHOMO KOMNUTA

BapuaHTbl, NoBbIWakoLLMe PUCK

leH
HNF4A
CARD9

TNFRSF14
IL17REL
Clorfl06
NR5A2
ZFP90
PUS10
RGS14
C5orf66
IRF5
IKZF3

BapuaHT
rs6017342
rs10781499
rs10761659
rs2836878
rs10797432
rs5771069
rs7554511
rs2413583
rs2816958
rs1728785
rs7608910
rs4976646
rs254560
rs4728142
rs12946510

leHoTun
c/C
A/A
G/G
G/G
c¢/C
G/G
c/C
C/C
G/G
c/C
A/G
T/C
A/G
A/G
T/C

Bknap,
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BapwuaHTbl, CHUXatoLWue prcK

leH

FCGR2A
DLD
APEH
IL10
AMZ1
SMAD3
ADCY7

BapuaHTt
rs6426833
rs1801274
rs4380874
rs3197999
rs3766606
rs3024505
rs798502
rs17293632
rs78534766
rs4409764

FexoTunn
G/G
G/G
c/C
G/G
T/G
G/G
A/C
c/C
c/C
T/G

Bknap,

IeoeoeteReRe
IeseoeteRtee
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bone3sHb KpoHa

CpenHuin puck 0.11%

Baw puck 0.12%

Mk 3abonesaemocTn npuxoamtcs Ha Bo3pact 20-30 net. BeposTHOCTb pa3BuTus
bonesHu KpoHa y MyxuunH B TedyeHume xun3Hm coctasnsiet 0,111%, y xeHwmH — 0,183%.
bonesHb KpoHa BO3HMKaeT bnarogaps COYETAHUIO reHeTUYECKUX U NCUXOOrMYeCcKmx
(aKToOpOB, MHPEKLMI 1 NOL BAUSHUEM OKPYXAIOLLEN Cpeabl.

Ha puck pa3suTng 3abonesaHus oTpMLaTENIbHO BIMSET KypeHue, MpUMeHeHue
HEKOTOPbIX NEeKAPCTBEHHbIX MpenapaToB u ynoTpebneHne HEKOTOPbIX NPOAYKTOB.
BbonesHb MOXeT nopasuTtb Nt0boK OTAEN NUWEBAPUTENLHOMO TPAKTa. YacTble CUMMTOMBI
— 601K B XXMBOTE, KOTOPbIE NOABAAOTCA CPa3y NOC/Ie efbl, YacTble NO3bIBbI K
fedekaunu (B TOM Yncsie B HOYHOE BpeMs), YyBCTBO HEMOJIHOMO ONMOPOXKHEHUS
KMLeYHKUKa. JleyeHne HanpaBieHo Ha yCTpaHeHWe CMMMNTOMOB M NogaepxaHue
peMUCCUMN.
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[eHeTHMYeckmne @akTopbl pucka bonesHn KpoHa

BapwuaHTbl, noBbiWwatoLwme puck BapwuaHTbl, CHUXatoLWue prcK
[eH BapuaHT [eHOTMN Bknap, leH BapuaHTt leHoTMn Bknap,
CARD9 rs10781499  A/A - rs11742570  T/T
- rs10761659  G/G APEH rs3197999 G/G
RSPO3 rs9491697 G/G - rs6740847 G/G
IFNGR2,IFN  rs2284553 G/G NOD2 rs2066844 c/C
AR1
CCL7 rs3091316 G/G SMAD3 rs17293632 c/C
MAP3K8 rs1042058 c/C GPX4,HMH  rs2024092 G/G
Al

CCDC122 rs3764147 A/G IL10 rs3024505 G/G
BACH2 rs1847472 c/C SP140 rs6716753 /T
- rs2413583 c/C - rs1456896 T/C
Clorf106 rs7554511 c/C GPR65 rs8005161 c/C
C5orf56 rs2188962 T/C THADA rs10495903 c/C
Clorf204 rs34687326  G/G BANK1 rs13126505 G/G
PUS10 rs7608910 A/G IL2RA rs61839660 c/C
NCF4 rs4821544 T/C - rs4409764 T/G
GCKR rs1260326 T/C

FUT2 rs516246 T/C

IKZF3 rs12946510 T/C
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MeHUHrnoma
CpenHuin puck 0.005%
Baw puck 0.0057%

MeHWHIrMoMa — 3TO caMag pacnpoCTPaHEHHAN BHYTPUYEpenHag onyxonb, KOTopas
MOXeT ObITb Kak 4OOPOKaYeCTBEHHOM, TaK U 310KayecTBeHHOW. Obpa3yeTcs oHa u3
KNEeTOK TOHKOM, MayTMHOOOPa3HOM MeMOpaHbl, OKPYXXatoLwen ronoBHOM U CMMHHOM
mMo3r. B Bo3pacTte oT 35 neT u cTaplwe MEHUHIMOMbI ABASKOTCS Hanbonee
pacnpoCcTpaHeHHbIM BUAOM HOBOOOPa30BaHUM rOJIOBHOMO MO3ra.

Yawe Bcero oHu BcTpeyatotcs ot 40 o 70 net, 1 B OCHOBHOM Y XKEHLUMH.
3710Ka4yeCTBEHHbIE MEHUHITMOMbI COCTABNAAT 3-5% oT nx obLLero KkonmMyecTsa.
[obpokayecTBEHHbIE, KAK NPABMM0, PacTyT OYEHb MEASIEHHO, M MPAKTUYECKU BCEraa
AMArHOCTUPYETCS TONbKO OAMH 04ar, XOTS Ha CAMOM Jene UX MOXEeT 0Ka3aTbCs
HECKONbKO B pa3HbIX YaCTax Mo3ra.

K dakTopaM pucka OTHOCAT MOHM3UPYLOLLEE U3NYYEHUE, TEHETUYECKME HAPYLLEHNS
(Hempodmbpomatos 2 Tnna), 3penbi Bo3pacT (ctapwe 40 neTt) n HU3KMEe [03bl
paamaumm. Yacto MEHMHIMOMA He AAeT HMKAKMX 3aMEeTHbIX CUMNTOMOB U
0OHapy)XMBaeTCca cnyvyanHo. Pexe, B 3aBUCMMOCTMN OT pa3Mepa M MeCTa pacnosioKeHUs
HOBOOOpa30BaHWUS, MOryT HabNAATLCA rONIOBHbIE 60U, FONOBOKPYXXEHMS, CYA0POTH,
M3MEHEHME NNYHOCTM M MOBEAEHMS, HApPACTAOLWEE YXYALWEHNE YMCTBEHHbIX
CNOCOBHOCTEN M NOTEPS HABLIKOB, HAPYLLUEHME KOOPAMHALMMU, CMYTAHHOCTb CO3HAHMS,
COHJIMBOCTb, MOTEPS CNyxa, 000HAHMS, MbleYHas cnabocTb, TOWHOTA, pBOTA U
3puTeNbHble pacCTPOMCTBaA.

[ns neyeHnsa B OCHOBHOM Ncnonb3yrwT Xnpyprmyeckoe sMewwaTesnbCTteo, HO B paae
cny4yaeB Ha3HaA4YaeTcsa HabnaeHne B TeueHne onpeneneHHoro nepuoaa. NHoroa
NPpUMEHAETCA 1y4eBaa Tepanmsa.
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[eHeTn4yeckmne PakTopbl pUCKa MEHUHIUOMDBI

BapVIaHTbI, nosblilWaowmne pnck

[eH BapuaHt [eHOTMN Bknap,
CASC10 rs12770228 A/G <0.01%
MLLT10 rs11012732 A/G <0.01%
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[lepBUYHbIN CKNEPO3UPYIOLLUIA XONAHTUT

CpenHuin puck 0.024%

Baw puck 0.024%

[epBUYHbIM CKNEPO3UPYIOLWLMIA XONTAHIUT — 3TO XPOHMYECKOe nporpeccupyoLlee
BOCMNAaNeHWe BHYTPU- U BHEMEYEHOUHbIX XXENYHbIX NPOTOKOB, NPMBOAALLEE K UX
CY>KEHWI0, B pe3y/bTaTe KOTOPOro MpOMCXO4MT 3aCTOM Xenyn. JuarHoctupytot
3aboneBaHue, kak npasuno, k 30-40 rogam, n B 70% cnyvaeB — y My>XXYMH. DTMONIOMMS
Hem3BecTHa.

[pepnonaraeTcs yyacTue Kak reHeTM4eckux, Tak U npuobpeTeHHbIX PakTopos,
NMPUBOASALLMX K aQYyTOUMMYHHOMY MOPAKEHMUIO U Pa3pyLLEHUIO XKEeNUYHbIX NPOTOKOB.
3aCTOSBLIASCS XXeNYb HAYMHAET NOCTYNATb B KPOBSHOE pYC/o, U Y YeNoBeKa
pa3BuBaeTcs xentyxa. HaumHaetcs 6onesHb 06bIMHO NOCTENEHHO U 6eCCMMNTOMHO.

B panbHerweM nosBnsieTcs KOXHbIM 3ya, 06was cnabocTb, NOXKENTEHNE KOXM M TNas.
YacTo 370 CONpOBOXAAETCS MOXYAEHMEM, NEPUOANYECKMM MOBbILLEHNMEM TEeMNepaTypbl
Tena u 6onamu B xxmBoTe. Ha no3aHnx ctaamnax 3aboneBaHusl pa3BMBAKOTCA NeYEHOYHas
HeLO0CTaTOYHOCTb, MOPTANbHAS TMNEPTEH3MS, aCLLUT.

Y 60-70% 60nbHbIX BbISBASOT CONYTCTBYHOLME BOCNANMUTENbHbIE 3a001€BAHMS KULLKK
(ocobeHHo 6onesHb KpoHa, s3BeHHbIM KonuT). C Lenbto ynyyweHums COCTOSHNUS
MCNONb3YIOTCS MeANKAMEHTO3Hble (YpCOAEe30KCUMX0eBas KMCI0Ta, PepMeHTbl,
CNa3MonuTUKK, BUuTamMmuHbl D, K, A, npenapatbl KanbLms, X0NeCTMpaMuH, NpeaHU30/10H)
n xupypruyeckune (SPXII ¢ 6annoHHON aunataumen u/Mnm CTEHTUPOBAHUEM) METOLbI.
CambIM 3P eKkTUBHbIM CNOCOOOM NeveHnss 0CTaeTC TPAHCMNAHTALMNS NEeYEHMN.
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[eHeTn4yeckme GakTopbl pUCKa NEPBUYHOIO
CKN1epOo3npPYHOLWEro XonaHrmTa

Bapl/IaHTbI, nosbllWaOWmne pnUck BapMaHTbI, CHMXarwuwme pncK
FeH BapuaHT FeHoTMn Bknan Fen BapuaHT FenoTMn Bknan
SH2B3 rs3184504 T/T HDAC7 rs11168249 c/C
FAM213B rs3748816 A/A CD226 rs1788097 c/C
= rs2836883 G/G = rs4143332 G/G
- rs4147359 A/G APEH rs3197999 G/G
SIK2 rs7937682 G/G - rs7426056 G/G
PRKD2 rs60652743 A/A - rs56258221 T/T

- rs13140464 G/G
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CucTeMHas cknepogepmums

CpenHuin puck 0.025%

Baw puck 0.025%

CucteMHasa cknepogepmma — 310 3aboneBaHne COeaAMHUTENBHOM TKaHU, Mopaxatollee
B OCHOBHOM KOXY M KPOBEHOCHbIE COCyabl. Yalle MM 6ONetoT KeHLWMHbI. [NaBHas
NPpUYMHA BO3HUKHOBEHMS HE BbISIB/IEHA.

TOYHO M3BECTHO, YTO K Pa3BUTUIO BONE3HM MOTYT MPUBECTU NEPEOXTAKAEHME,
pa3fiMyHble PaCcCTPOMCTBA IHAOKPUHHOWM CUCTEMBI, BaKLMHALMKU, TPABMbl KOXHOIO
NMOKPOBA M NepennMBaHue KpoBM. B HEKOTOPLIX C/lydasix OTMEYAETCS HAaCNeACTBEHHaAs
npenpacrnonoXeHHOCTb. Yalle BCEro Npu ckiepoaepMmnm CTpaaaeT Koxa.

OHa cTaHoBUTCA BnecTawen u TOHKOM. [NpakTuyeckn y Bcex 60NbHbIX BCTPEYaeTcs
deHoMeH PeliHO (cna3M apTepui KUCTEN 1 cTon), cnabocTb, IMXopaaka u noxyaexue. B
npouecce pa3BuTUs 3aboneBaHne MOPAXKAET BHYTPEHHME OPraHbl U CUCTEMDI. s
NeYeHns UCNONb3YHT Npenapathbl, yMeHbLIAKLWME YNIOTHEHMS COCY0B,
du3mnoTepanmio n nevebHy rMMHaCTHUKY.

[eHeTHnyeckmne GakTopbl pUCKa CUCTEMHOM

cknepoaepmMmu
BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHMXatoWue prcK

[eH BapuaHT [eHoTMN Bknap, leH BapuaHTt leHoTMn Bknapg,

- rs3129763 A/A HLA-DQA1 rs9275390 T/T

HLA-DRA rs3129882 G/G HLA-DPA1 rs987870 A/A

HLA-DQA1 rs6457617 T/T - rs443198 A/G

- rs9296015 G/G - rs11642873 A/C

ESYT1 rs11171747 G/T - rs6901221 A/A

GRB10 rs12540874 A/A
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bone3Hb bexyeTa

CpenHuin puck 0.0052%

Baw puck 0.005%

BbonesHb bexueta - 370 peunanBupyloLLee 93BeHHOE NOPaXKeHue CM3UCTbIX 060104eK
NONOCTU PTa, FNa3, NONOBbIX OPraHOB, KOXMK, @ TAKXKE CYCTAaBOB U BHYTPEHHUX OpPraHoB..
B 2-3 pasa yawe BcTpeyaeTca y MyxumH B Bo3pacte 20-30 net, xoTa Habntopgaetcs ny
netei. [pnynHbl BO3HUKHOBEHUS HEU3BECTHBI.

CuMTaeTcs BO3MOXHbIM CBA3bIBATL Pa3BUTME 3TOM HONE3HM CO CTPENTOKOKKOM U
BMPYCOM NpPOCTOro repneca. B HeKoTopbIX Cyvyasx MMeeTcs reHeTuyeckas
npeapacrnonoXeHHoCTb. [TposBngeTcs BO3HMKHOBEHMEM S3BOYEK HA CIIM3UCTbIX
060104YKax NONOCTM pTa U FrEHUTANUI, BOCNANEHMEM a3 (KOHbIOHKTUBUT, YBETUT),
COCYAMUCTbIMU PACCTPOMCTBaMM (TPOMOO3bI, aHEBPU3MBI), HAPYLLUEHUAMU PaBOTLI
cepaua (BOCnaneHMs MblleYHbiX 060104eK cepaua) 1 XKenyaovyHO-KULLEYHOro TpakTa
(noHoc, TowHOoTa). [1ng neyeHns NpuMeHseTcs B OCHOBHOM MeAMKAMEHTO3Has Tepanus.

[eHeTMuyeckme dhakTopbl pucka 6bonesHn bexuera

BapmaHTu, nosbllWawOWmne pnuck BapVIaHTbI, CHMXXarwme pncK
[eH BapuaHT [eHOTMN Bknap, leH BapuaHnt leHoTun Bknap,
IL10 rs1518111 /T - rs924080 /T
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Pak WMTOBMAHOM Xene3bl

CpenHuin puck 0.033%

Baw puck 0.028%

PaKk WMTOBMUAOHOM enesbl — 3TO 3/10Ka4YeCTBEHHAs OMyX0Jb, MOpakaroLas TKaHu
WMTOBUIHOWM Xene3bl. B nocneaHue rofbl OHa BCTPEYAETCS HAMHOTO Yalle, YEM
paHbLLUEe, U B OCHOBHOM Y AETEN, XOTS 00bI4HO e 6ONE0T NoXuble NoAM. Y KEHLMH
3T0 3aboneBaHMe AMArHOCTUPYETCS, Kak NpaBuo, B 10OPOKAYECTBEHHbIX popMaXx, a
BOT Y MYX4YMH B BONbLWIMHCTBE C/Iy4aeB NOAO3PEBAETCS 3/10KAYECTBEHHOCTb.

OCHOBHOW MPUUYNMHOWN BO3SHUKHOBEHUS CUUTAETCS BO3LENCTBME PEHTTEHOBCKUX NyYen U
paguaumm, ocobeHHOo B EeTCKOM BO3pacTe. HekoTopble OnyXonu WUTOBUAHOM Xenesbl
MMEeIT HACNeACTBEHHbIM XapakTep (HanpuMmep, GonnmnkynapHas kapumHoma). pyrue
BO3HMKAKOT Ha HOHE AUTENbHO CYLLEeCTBOBABLLEro 406poKayecTBEHHOrO 300a.

B 6onbwmHCcTBE Cnyyaes 3aboneBaHue ganTenbHoe BpemMsa npotekaeT 6eCCMMNTOMHO.
JIwb ¢ yBenmyeHmem pasmMeposB LWMTOBMAKM YENOBEK HAYMHAET YyBCTBOBATb
AUCKOMMOPT Npu rNoTaHuUK, B ropae nosiBASIeTCS KOMOK, MEHSETCS rofoc U
BOCNaNATCA NMMdOy3nbl B 061acT Wwen. NepBrMYHYIO ONyX0/b Ie4aT XMPYPruvyeckmuM
nytem, B 6onee CNOXKHbIX CNyYasix NPUMEHSETCA XMMUOTEPANUS, MHOTAA B COYETAHUU C
paguoTtepanuen.

[eHeTHMyecKkmne akTopbl pUCKA paka WMTOBUOHOM

Kene3bl

BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHUXatoWKWe prcK
[eH BapwuaHT [eHOTMN Bknan leH BapuaHT leHoTMn Bknapn
- rs9951245 G/G CARD9 rs10781500 T/T
- rs10238549 C/C MFSD1 rs7617304 G/G
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KonopekTtanbHbIM pakK

CpenHuin puck 0.17%

Baw puck 0.16%

KonopekTanbHbii pak — 0606 EHHOE HAa3BaHME 3/10KAa4YeCTBEHHbIX HOBOOOPa30BaHMM
TONCTOM M NpsAMOn KuwkK. B Mmupe exxerogHo pernctpupyetca 6onee 500 000 cnyyaes
3Toro 3abonesaHuns. OHO MOXeT BO3HUKHYTb B 1t060OM BO3pacTe, HO B OCHOBHOM
obHapyxumBaeTca y nogen ctapwe 40 ner.

PaK TONCTOM KULIKM Yalle BCTPEYAETCS Y XKEHLMH, @ paK NPSIMON KULWKU — Y MY>XUUH. K
$hakTOopaM puCKa OTHOCAT XapakTep NUTAHUA (NULLA C NpeobnagaHMeM XKUBOTHbIX
XWPOB, 6eN1IKOB U caxapa), MaNonoABUXHbLIM 00pa3 XM3HU, XpOHMYECKME 3anophl,
S13BEHHbIM KONUT, 6one3Hb KpoHa, afieHOMY TONCTOM KULLKKU B aHAMHe3e, NOJMIbl, pak
YXEHCKMUX FreHUTANNIM UM MONOYHbBIX Xefle3 B aHaMHe3e, HaC1eACTBEHHYI0
npeapacnonoXeHHoCTb. 3aboneBaHne oanTeNbHOE BpeMS MOXET NpoTeKaTb
6eccMMnTOMHO.

MHorpa ytomnsemMocTb U cnabocTb SBNSIOTCS eAUHCTBEHHBIMM €ro NposBAeHusaMu. B
ApYrnx Cny4vasx Hambonee pacnpoCTpaHEHHbIM NPU3HAKOM SBNSETCS KPOBOTEYEHME BO
Bpems gedekaumm. Cam npouecc MoxeT ObiTb 60Ne3HEHHbIM U Bbi3blBaTb YYBCTBO
HEMONHOrO ONOPOXHEHUS NPSMOM KULLKMK.

CHmaeTca anneTuT, NOSBAAKOTCS nepunoanvyeckue 60o1u B XMBOTE, nponcxoamnT
M3IMeHeHne CoCTtaBa U NMNAOTHOCTU CTYyNa. XMpprW—IeCKOG nevyeHne aBngeTcd
Heob6Xxo0aUMbIM yCcnoBMeM NOJIHOTO BbI3AOPOB/IEHUA. ﬂyquaﬂ n XmmMmnotepanumd
MCNONb3YyHTCA KaK BCNOMOraTe/ibHblE CpeacTBa.

[eHeTMYeckme PakTopbl pUCKa KONOPEKTANIbHOMOo
paka

Bapl/IaHTbI, CHMXawuwmne puck

[eH BapuaHt [eHOTMN Bknap,

- rs11903757 /T
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[lnweson bappetTa

CpenHuin puck 0.9%

Baw puck 0.87%

Muwesopn bappetta Habnwoaaetca y 10% naumeHTOB, 06PaTUBLUMXCS 33 KOHCY/IbTaLmen
no nosoay m3xorun. B nonynsumm nuweson bappetta Bctpeyaetca y 1% nogen.
OCHOBHOW NPUYMHON BO3HUKHOBEHUS SABNSIETCA XPOHMYECKOE KUCNOTHOE
noBpexaeHne CTEHOK NULEBOAA, KOTOPOE MPUBOAMUT K BOCMANEHUIO.

HekoTopble Bpaun NpuaEpKMBAOTCS MHEHUS, YTO B Pa3BUTUM 3TOM NATONOMMUM UTPaET
poJib HacNeACTBEHHAS NPeApPaCnONOXeHHOCTb. becCcMMNTOMHOE TeyeHne 60ne3HM
OC/IOXHSIET CBOEBPEMEHHYHO AMArHOCTUKY. [03TOMY Ans Nt0AEN C 3PO3UBHBIM
racTpUTOM MM TEX, KTO MUCMbITbIBAET NOCTOSIHHYIO M3XKOrY, ONTUMAasibHbIM BapUaHTOM
OyneT nepnoaMyeckoe NoceweHne racTpo3IHTEPOIOra U KOHTPOSb DYHKLMOHANBbHOIO
COCTOSIHMS MULLEBOAA U XKENyaKa.

JleueHune 3akntoyaeTca B Koppekumm 0bpasa KM3HW, COBN0AEHUN AMETDI U
NPUMEHEHUN MEAMKAMEHTO3HOM Tepanuu. Ecamn 3T cpencTea He JawoT
MONOXMTENbHOMO pe3ynbTaTta, TO Ha3HAYAETCA XMPYPrMYECKOE BMELLIATENbCTBO.
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[eHeTnyecKkne pakTopbl pMcKa nNuuLesona bapetra

BapwuaHTbl, noBbiWwatoLwme puck BapwuaHTbl, CHUXatoLWue prcK
[eH BapuaHT [eHOTMN Bknap, leH BapuaHTt leHoTMn Bknap,
MFHAS1 rs4523255 /T CRTC1 rs10419226  G/G
- rs3784262 /T - rs4980598 /T
- rs6449586 /T - rs6848890 /T
- rs2293525 c/C - rs2687201 c/C
PLEKHA2 rs7835508 T/T - rs9285474 A/C
- rs6099816 c/C BARX1 rs11789015 A/G
- rs3005897 c/C - rs11010572 G/G
CAMTA1L rs17030152 /T - rs3897234 /T
- rs7904985 G/A - rs10113822 /T
PARD6B rs6122972 A/A - rs732392 T/G
- rs4800353 A/A - rs1547073 G/G
- rs1532167 G/T LECT1 rs7330220 c/C
- rs4973786 G/A SPARCL1 rs4610302 A/A
- rs17172185 /T - rs10955616 G/A
- rs889838 G/A - rs7632500 A/A
- rs11041413 G/G SAMDA4A rs10144632  A/G
- rs1398034 T/C
DSG3 rs16961975 G/G

= rs1408906 G/G
- rs12880053 C/A
= rs6930375 G/A
FRMD3 rs12552693 T/C
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CaxapHbin anabet 1 TMna

CpenHuin puck 0.4%

Baw puck 0.35%

CaxapHbint guabet 1 Tna — 370 3aboneBaHune 3HAOKPUHHOM CUCTEMbI, MPU KOTOPOM
HabnopaeTcs abCcontoTHAA HEAOCTATOMHOCTb MHCYIMHA M3-3a HapYyLeHUs paboTbl
NoAXenyao4HoM xenesbl. YactoTa pacnpocTpaHeHus B obwern nonynauumn coctaBnget
npumepHo 15 cnyyaes Ha 100 000 HaceneHus. B ocHoBe 3a601€BaHMS NEXUT
HeA0CTaTOYHOCTb BbIPAbOTKM MHCYNMHA SHAOKPUHHBIMU KNETKaMU NOAXKeNyA04HON
)Xenesbl, Bbl3BaHHas UX paspyLlleHneM Noa BAUSHUEM BUPYCHbIX MHDEKLMR, cTpecca u
AyTOMMMYHHbIX 3ab601€BaHMM.

Nnabet 1 Tmna yawe pa3BMBaeTCs B 4ETCKOM UM MOAPOCTKOBOM BO3pacTe.
KnuHuuyeckme nposiBneHms BblpaXkatoTcs yYaleHHbIM 00MIbHBIM MOYEUCMYCKAHUEM, B
TOM YMC/IEe U B HOYHOE BPEMSI, MOCTOSIHHLIM HEYTOIMMbIM FONOLOM M XKaXKAO0M,
CHUXEHMEM Beca, KOTOpPOe pa3BMBAETCS HECMOTPS Ha NOBbIWEHHbIV anneTuT. MHoraa
BCTPEYAETCS 3yA KOXM U CIN3UCTbIX 060104eK, 06Wwas MblweyHas cnabocTb, ro0BHas
60nb, BOCNanUTeNbHble TPYAHOM3NEYMMbIE MOPAXKEHUS KOXM U HApYLUEHME 3pEeHus.
[lns neyeHns MCNoNb3yT MHCYIMHOTEPANUIO, HA3HAYAKT CNELMaNnbHYO ANETY U
yMepeHHble GU3nYeckme HarpysKkm.
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IeoeoeteReRe

MHorodakTopHble 3a60/1€BAHUS  50sssennsse

[eHeTHMUeckmne GakTopbl pMcKa caxapHoro amMabeta
1 Tvna

Bapl/IaHTbI, nosbllWaOWmne pnUck BapMaHTbI, CHMXarwuwme pncK

leH BapwuaHT leHoTun Bknag, lew BapuaHt leHoTmn Bknag,
SH2B3 rs3184504 /T HLA-DRA rs9268645 c/C
- rs924043 c/C CLEC16A rs2903692 A/A
IFIH1 rs1990760 T/T SIRPG rs2281808 T/T
LMO7 rs539514 /T NUPR1 rs4788084 /T
IKZF4 rs1701704 G/T BACH2 rs3757247 c/C
KIAA1109 rs4505848 G/G CD226 rs763361 ¢/C
EFR3B rs478222 A/A IGF2 rs3741208 G/G
CTSH rs3825932 c/C - rs9976767 A/A
CTLA4 rs3087243 G/G = rs2816316 A/C
- rs9388489 G/G ZFP36L1 rs1465788 /T
= rs12251307 c/C = rs10499194 /T
- rs10509540 T/T BCAR1 rs7202877 T/T
- rs7221109 c/C PTPN22 rs2476601 G/G
PRKD2 rs425105 T/T - rs4900384 A/A
IL10 rs3024505 G/G SKAP2 rs7804356 /T
- rs11711054  A/G - rs478582 /T
= rs5753037 /T = rs10517086 G/G
GSDMB rs2290400 /T PRKCQ rs11258747 G/G
TAGAP rs1738074 /T STAT4 rs7574865 G/G
GLIS3 rs10758593 A/G - rs17574546 A/A
C1QTNF6 rs229541 A/G
- rs9653442 /T
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bonesHb Anburenmepa

CpenHuin puck 4.9%

Baw puck 4.84%

bonesHb AnbureriMepa B TeYUEHME XM3HM Pa3BMBAETCS Y 4,9% MYXUMH U 7,7 % XKEHLIMH.
Puck passutusi 6onesHn nosbiwaeTtcs nocne 65 net. 3abonesaHne — Hanbonee yacras
MpUYMHA CTapyeckoro cnaboymus.

OcHoBHas YepTa 6one3HU AnbureiMepa — NPOrpeccupytoLLee CHUXEHMUE KOTHUTUBHBbIX
(dYHKLMI, CBSI3AHHOE C pa3pylieHMeM B0NbLOro KoNM4ecTBa HePBHbIX KNeTok. [pu
6onesHn Anburemmepa B TKaHSX FOJIOBHOMO MO3ra HAaKanaMBaKTCS HENPABUALHO
CBEPHYTble 6enKkn, OHU CIMNAKTCS APYr C APYrOM M NMOBPEXAAOT CBA3M Mexay
HEPBHbIMWU KNneTkamu. [NNprUUnHbI BOSHUKHOBEHWS TAaKOW NAaTONOrMMU HEU3BECTHBI.

Ha paHHel ctaguun 6051e3Hb NpoaBAseTcs 3abbIBYMBOCTbIO M HECMOCOBHOCTbLIO
BOCCTAaHOBMTb B NaMATM HeaaBHMe cobbITMA. [103Xe yenoBek nepectaeT y3HaBaTb
3HaKOMble MpeaMeTbl, MOCTOSHHO PacCTpamMBaEeTCs, BNagaeT B AENPECCUI0 U
6ecnokoicTBo. [NosiBnsieTcs 6e3paznnumne K OKpyXatLWmM npeamMeTam, asM 1
cobbITUAM.

3aTeM HAYMHAKTCS ranIUMHALMK, BO3HUKAOT BpenoBble naen u npobnemsl C
xoabboi («Wwapkatowas noxoaka). MaumMeHT nepectaeT y3HaBaTb HAN3KMX
pOACTBEHHMKOB. Ha MO34HMX CTaAMsaX YenoBeK NONHOCTbIO TEPSIET CMOCOBHOCTD K
CaMOCTOSATE/IbBHOMY MbILLIEHWUIO U MepeaBUKEHMIO.

[Moka He HaraeHbl cnocobbl nedeHns 6onesHu Anbureimmepa. JocTynHble MeToabI
Tepanum CnocobHbl TONbKO 06/1erYnTb CUMNTOMBI.
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[eHeTHMyeckmne GakTopbl pMcka 6onesHu
Anburemmepa

Bapl/IaHTbI, nosbllWaOWmne pnUck BapmaHTm, CHMXawwmne puck
[eH BapuaHnt [eHoTun Bknag leH BapuaHnt [eHoTun Bknag
BIN1 rs6733839 T/T = APOE e3/e3
- rs3851179 c/C CLU rs9331896 T/C
SORL1 rs11218343 T/T TREM2 rs75932628 c/C
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AHeBpM3Ma COCYAOB roJIOBHOro MO3ra

CpenHuin puck 1.57%

Baw puck 1.49%

AHeBpM3Ma COCYOB roNIOBHOrO MO3ra BCTpeyaeTcs y 5% HaceneHusi nnaHeTbl, HO
NPUBOAUT K KPOBOM3NMSAHMIO B MO3T ToNbKO Y 5-10 yenosek 13 10 000. B ocHoBHOM
HOCMTENSIMM aHEBPU3MbI IBASOTCS Ntoamn B Bo3pacte 30-60 net. Y XeHLWMmH 370
COCTOSIHME BO3HMKAET B ABa Pa3a Yalle, YEM Y MYXKUMH.

AHeBpU3Ma COCYA0B rofIOBHOrO MO3ra — 3T0 Hebonbloe 06pa3oBaHue B
apTepuanbHOl CTEHKE, HAaNOMMHAKOLEE BHELLHE MELLOK UK BEPETEHO, KOTOPOE
NOsSIBNAETCS BCEACTBME MCTOHUYEHUS CTEHKM cocyaa. OHa HAMOJHAETCS KPOBbIO U
pacTeT B pa3mepax. Camoe onacHoe NocneacTBMe — pas3pbiB aHEBPU3MbI, B pe3y/bTaTe
KOTOPOro NPOMCXOAMT KPOBOU3NUSIHUE B MO3T.

O6pa3zoBaHMe aHEBPU3M MPOUCXOAMUT M3-3a HAPYLIEHMS CTPYKTYPbl COCYAMUCTON CTEHKM.
K dakTopaM pucka OTHOCUTCS reHeTUYecKas NpeapacnosioKEHHOCTb, TPAaBMbl FO/10BbI,
OMyX0J1, aTePOCKNEPO3, BOCNANUTE/bHbIE 3aD0/1€BAHUS COCYA0B, KYPEHUe,
ynotpebneHme ankorons u cTpecchl. Boicokoe apTepuanbHoe AaBNEHUE MOXET He
TO/IbKO BbI3BaTb Pa3BUTME AHEBPU3MbI, HO M NMPUBECTU K Pa3pbiBY YXKE UMEIOLLENCS.

Ecnv BbINyKNIbIV y4aCTOK COCYyAa OKa3biBAET AABAEHME HA HEPB UM OKPYXatoLime
TKaHW MO3ra, TO BO3HMKAIOT NOBTOPAIOLLMECS MPUCTYNbl MHTEHCUBHOWM FONIOBHOM 605K B
OZLHOW M TOM Xe NIOKann3aumu. 3TO MOXET COMPOBOXAATLCS PA3NNUYHBIMU 3PUTENbHBIMU
pacCcTpPOWCTBAMU, U3MEHEHMEM B PeYn, OLHOCTOPOHHMUM CHUXKEHMEM CNyXa,
FO/IOBOKPYXXEHMEM U OHEMEHWMEM NnLA. Pa3pblB aHEBPM3MbI, KaK MPaBWUO, BNEYET 3a
coboi NpucTyn HenepeHOCUMOCTHM IPKOrO CBETA, TOLWHOTY, PBOTY, MOTEPHD CO3HAHMS,
BHE3aMnHO BO3HMKLIYK CNaboCTb B KOHEYHOCTAX U CyA0pOru, COMpOBOXAAoLMECS
HenepeHoOCMMOM rofI0BHOM 6ONbIO.

B 6onbwmHCcTBE CnyyaeB 60ne3Hb npoTekaeT 6ecCMMNTOMHO M 0OHapyXMBaeTcs
Cy4alHO Npu NpoduNaKTMYECKOM O0CMOTpe Y Bpaya. AHeBpU3Ma COCYA0B FO/I0OBHOMO
MO3ra IeYnUTCS TONbKO XMPYPru4yeCcKMM NnyTeM.
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[eHeTMyeckme PakTopbl pUCKA aHEBPU3MbI COCYL0B
r0JIOBHOro MO3ra

Bapl/IaHTbI, nosbllWaOWmne pnUck Bapl/laHTbI, CHMXawwmne puck
[eH BapuaHnt [eHoTun Bknag leH BapuaHnt leHoTun Bknag
= rs2891168 A/G = rs10958409 G/G
- rs10757278 A/G EDNRA rs6841581 G/G
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3aKpbITOYrosibHas rnaykoMma

CpenHuin puck 0.4%

Baw puck 0.31%

[naykoma — 310 3aboneBaHue, xapaktepusyoweecs NOCTOSAHHbIM UM NePUOANYECKUM
MOBbILEHMEM BHYTPUINIA3HOIO AaBneHus. Yalle Bcero BcTpeyaeTcs y nogen ctapuwe 40
NeT, HO MHOTAA MOXET NPOSIBUTLCS B MOMIOAOM UM AaXe MadeH4yeckoMm Bospacte. K
hakTopaM pucKa OTHOCAT HAaCNeACTBEHHOCTb, BPOXAEHHbIE aHOMANUKU, ApYyrue rnasHole
3ab0n1eBaHus 1 TpaBMbl, CaXapHbli AMabeT, ’MNOTOHUIO, HApyLWeHUs paboTbl
WMTOBMAHOWM Xene3bl U HEPBHOM CUCTEMBI.

Pa3nmMyaloT OTKPbITOYroNbHYH M 3aKPbITOYronbHY (BCTpeyaeTcs pexe) hopMbl
rnaykombl. B ocHoBe 3a601eBaHUSA NEXUT HapYLUEHNE MEXaHM3MaA OTTOKA
BHYTPUINIA3HOM XMAKOCTU, KOTOPOE MOXKET ObITb CMPOBOLIMPOBAHO TYCK/bIM CBETOM,
HEKOTOPbIMM MeAMKAMEHTaMM M faXKe KanasMu AN rnas, CI0BOM, BCEM, YTO
3aCTaB/ISIeT 3pavyok pacluMpaTbcs. Pe3koe noBbilEHWE BHYTPUINIa3HOrO AaBNEHUS
BbI3bIBAET OCTPYH 60/b 1 3aTyMaHWBaHME 3PEHMS.

Mopo6HbIe NPUCTYNbI YAaCTO BO3HUKAKOT NMPU HEPBHOM MEpPEHanpsxXeHUM,
nepeyToM/IEHUN, ANUTENIbHOM NpebbiBaHME B TEMHOTE, NPOAOCIKUTENbHOM paboTe B
MOJIOXKEHWMM C HAK/IOHOM TO/I0BbI M MpUEME HOJbLLIOTO KONMYECTBA XUAKOCTU. [
NeYyeHus NPUMEHSIOT MEMKAMEHTO3HYI TEpAnuIo, a B c/lyyae ee HeaIPhEKTUBHOCTU —
Na3epHOE MU XMPYPruyeckoe BMELWaTeNbCTBO.

[eHeTMyeckme PaKTopbl PUCKA 3aKPbITOYros1bHOM
rN1ayKOMbl

BapVIaHTbI, CHMXawLwme pnck

leH BapuaHT [eHoTMN Bknag,
= rs1015213 C/C
PLEKHA7 rs11024102 T/T
COL11A1 rs3753841 A/G
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dubpunnaumsa npencepani

CpenHuin puck 3.4%

Baw puck 3.28%

B cpeaHem dumbpunnauna npeacepanin pasBmBaeTca y 3,4% MYXUUH Uy 2,6% XKEHLLMH.
Mpu 3aboneBaHnn BEpXHME OTAENbI CEPALA, Mpeacepans, COKPaLLATCs
He3hdeKTUBHO. ITO BbI3BAHO PACCTPOMCTBOM 31EKTPUYECKMX MPOLECCOoB.

3aboneBaHne BO3HUKAET KakK CUMMTOM APYrux cepaeyHbix 3aboneBaHumn
(Mwemnueckas 6onesHb, NOPOK CepALA, apTepuanbHas runepTeHsns), imbo B
pe3ynbTaTte 3n0ynoTpebieHns ankoroneM, nocneonepaumoHHbIX COCTOSHUIN UK
YAAPOB 3N1EKTPUYECKUM TOKOM. ADUTMUS MOXKET MOSBAATLCS CMOHTAaHHO, 3MU304MYECKH
nnm noctosiHHo. CuMnToMbl GMbpUnNsuMM Npeacepami: yyalleHHoe cepauebuermne,
AMCKOMOPT M 60/b B rpyaHON KNeTKe, HEPUTMUYHbBIN MYNbC.

Co BpeMeHeM BO3HMKaeT cepaeyHast HegoCTaTOYHOCTb, KOTOPAsi BbIPaXaeTcs
CNaboCTbio, FONOBOKPYXXEHWEM M 0AbllWKON. MHoraa dmbpunnsuma npencepanm
npoTekaet 6eccMMNTOMHO. [119 BOCCTaHOBAEHMS HOPMANbHOIO pUTMa cepaLebreHni
NPUMEHSAIOT (apMaKoorM4eckyto 1 annapaTtHyo Tepanuio. [ns npodunaktukm
OCJIOXKHEHWIM HA3HAYaT aHTUKOAryNAHTHOE NIeYeHue.
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[eHeTUYeckue pakTopbl pucka Gubpunnsaumm
npencepanm

Bapl/IaHTbI, nosbllWaOWmne pnUck

[eH
MYO18B
ASAH1
GNB4
C9orf3

CASZ1

BapuaHT
rs577676
rs133902

rs7508
rs7612445
rs10821415
rs10873298
rs284277
rs12426679

leHoTun
c/C
vl
A/A
G/T
C/A
T/C
A/C
T/C

Bknag
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BapMaHTbI, CHMXarwuwme pncK

leH
TBX5
WNTS8A

FGF5
CREB5
C10orf11

CASQ2

BapuaHT
rs3853445
rs883079
rs2040862
rs2759301
rs244017
rs1458038
rs6462079
rs10458660
rs7374540
rs4073778

leHotun
/T
/T
C/C
G/G
G/T
C/C
G/A
A/A
C/A
C/A

MHorodakTopHble 3a6oneBaHus

Bknan

IeoeoeteReRe
IeseoeteRtee
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O6bIKHOBEHHbIE YyrpU (Tskenast dopma)

CpenHuin puck 1%

Baw puck 0.84%

O6bIKHOBEHHbIE Yyrpy - BOCNAAMTENbHOE KOXHOe 3aboneBaHne, pa3BmBatoweecs
BCnencTene cb6oq B paboTe canbHbixX xenes. M306bITouHas NpoayKLuma KOXHOro cana
Xenesamu 3abmBaeT Nopbl OTMUPAKLWUMM KNETKAMM anuaepmmuca. Hakonnenune atmnx
KNETOK B MPOTOKAX XXene3 NpoMCXOAMT U3-33 HAPYLEHMS UX OTLLIENYLLIMBAHMUS.

KoxHoe cano oTknaabiBaetcsi nof 3ab10KMpOBaHHbIMU Nopamu, obecneymBas
NUTaTeNbHYIO Cpefy AN Pa3MHOXEHUS MUKPOOpraHuM3mMoB. KnuHuyeckn Habnrogaetcs
pa3Hoobpa3une Cbinu (yrpeBble 3/1IeMEHTbI) Ha KOXe N1La, BEpXHel NONOBMHE FPyam U1
CMWHbI, FAe pacnonarakTcs Hambonee KpynHble CanbHble Xenesbl. B ocHoBaHMM
yrpeBbIX 3N1€MEHTOB BO3HMKAET BOCMANMTE/bHbIM NPOLECC, PAaCNAaBASOLWMA MECTHbIe
TKaHW C 06pa30BaAHUEM THOSI.

O6bIKHOBEHHbIMM yrpsiMu cTpaaaet ot 70 o 90% nonynsiumm B Bo3pacte 12-24 ner,
NPy 3TOM YaCTOTa BOSHUKHOBEHWS 3TOM NATONOMMKU Y UL, B Bo3pacTe 25-34 n 35-44
net coctasnget npumepHo 10-37% n 3-7% cooTBETCTBEHHO. Yalle BCero yrpeBas
60ne3Hb BCTPEYAETCS Y MYXXUMH, MPOLEHT CPEefHETSKENbIX U TSXKeNbiX GOpPM Y HUX
Takxe Bblwe — 34%, B TO BpeMS KaK Cpean XXeHCKOM NOonyasunmn 3ToT nokasaTtesb He
npesbiwaeT 3-12%. Cpeayn BaXKHbIX NPUYMH Pa3BUTMS OObIKHOBEHHbIX Yrpen BblAensoT
HacneaCTBEHHOCTb, FOPMOHANbHYHK AaKTUBHOCTb, 3200/1€BaHNS XKeNyA0UYHO-KULIEYHOrO
TPaKTa, NepexoHbli BO3PaCT, CTPeCC, rmnepakTUBHbIE CalbHble Xenesbl,
MWKPOOPraHM3Mbl, KOXXHbIE NOBPEXAEHNS, CONPOBOXAAIOLLMECS BOCMANIEHUEM,
MCNONb30BaHWE aHAboONNYECKMX CTEPOMAOB.

JleyeHne pnutenbHoe m HanpaB/ieHO Ha HOpMann3auuto q)yHKLI,MM CaJibHbIX >Xene3. an
TSXKE/IOM TeYEHUM HA3HAYAKT AaHTUONOTUKMN.
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[eHeTHMYeckmne GakTopbl pucka 0ObIKHOBEHHbIX
yrpen (Taxenon gopmbl)

Bapl/IaHTbI, nosbllWaOWmne pnUck Bapl/laHTbI, CHMXawwmne puck
[eH BapuaHnt [eHoTun Bknag leH BapuaHnt [eHoTun Bknag
= rs38055 G/A = rs478304 G/G

- rs1159268 G/A
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[lcopuas
CpeaHumn puck 1.82%
Baw puck 1.57%

[copuas — 370 xpoHUYeckoe HemHdeKLMOHHOE 3aboeBaHne, MOPAXKAOLLEE KOXY.
BcTpeyaetca npumMepHo y 2% HaceneHusi. O4AMHAKOBO pacnpoCTPaHEHO Cpean MYXUMH
M XKEHLLUMH pa3HblX BO3PACTHbIX KaTeropui.

OCHOBHas NpuYMHa BO3HMKHOBEHUS Ncopuasa HesicHa. CyLeCcTBEHHast poib OTBOAMTCS
HacneacTBeHHbIM dakTopaM. Takxe Nofo3peBaeTcs BAUSAHME MHDEKLIMIA, anKOrons,
CTPECCOB, NEPEOXNANKAEHUSA U MEXAHUYECKUX NMOBPEXIEHUIA KOXKM.

Hanbonee vactoe nposiBneHne ncopmasa — Cyxue, KpacHble, NPUNOAHATbIE HAZ
MOBEPXHOCTbIO KOXM NATHA, KOTOPblE 06bIYHO NOABAAIOTCA HA pa3rMbaTeNbHbIX
NMOBEPXHOCTAX CUMMETPUYUHBIX Y4aCTKOB. B 3aBMCMMOCTM OT CTEMEHM TSXKECTU Pa3BUTUS
3ab0neBaHus, B Ka4eCTBe NeYeHns NMPUMEHSIOT CMArYaroLme CpeacTsa, a Takke
ynobTpaduonetrosoe B- unn A-obnyyeHue.
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[eHeTnyeckne pakTopbl pMCKa Ncopuasa

BapuaHTbl, NoBbIWakoLLMe PUCK

leH

TRAF31P2
ETS1
ZC3H12C

KCNH7

TYK2

BapuaHT
rs2233278
rs33980500
rs3802826
rs4561177
rs9988642
rs2451258
rs11795343
rs27432
rs11121129
rs645078
rs62149416
rs12445568
rs17716942
rs2066819
rs34536443
rs10865331
rs10979182

leHoTun
C/G
/T
A/A
A/A
/T
/T
/T
A/G
A/G
A/A
/T
/T
/T
C/C
G/G
A/G
A/G

Bknap,
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BapwuaHTbl, CHUXatoLWue prcK

leH

IFNLR1
RUNX3

PTRF

PRM2

POLI

LCE3B

CARD14

EXOC2

QTRT1

BapuaHTt
rs4406273
rs2700987
rs7552167
rs7536201
rs582757
rs1295685
rs963986
rs4821124
rs367569
rs1056198
rs545979
rs28998802
rs6677595
rs8016947
rs11652075
rs9504361
rs12188300
rs892085

FexoTunn
G/G
c/C
A/G
/T
/T
A/G
G/G
/T
/T
T
c¢/C
G/G
T
G/T
/T
A/G
A/A
A/G

MHorodakTopHble 3a6oneBaHus

Bknap,

IeoeoeteReRe
IeseoeteRtee
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Po3auea
CpenHuin puck 6%
Baw puck 5.48%

Po3auea unu po3oBble yrpu - XpoHUYeckoe 3aboneBaHne KOXMU, OCHOBHbIM MPU3HAKOM
KOTOPOro IBNSIETCS NOSIB/EHME CTOMKMX Y4AaCTKOB NMOKPACHEHMUSI, U 06pa3oBaHMe Ha
nuvue 6yropkos 1 Apyrux BbiCbiNaHui. MIHOraa npy po3auea NpoMCcXoauT NopaxKeHue
rnas. Po3auea BcTpevaetca y 8-10% HaceneHus BO BCEM MUpE.

BonesHb yalle HabnAAETCS Y XKEHLUMH, HO Y MY>XUYMH BbiCTpee 1 Yalle pa3BUBAKOTCS
0CNOXXHEHUs 3aboneBaHms. PO30Bbie yrpy BCTPEYaTCs NPEUMYLLECTBEHHO Y
CBETNOKOXMX Ntoaer B Bospacte ot 40 go 50 net. B ocHOBe BO3HWMKHOBEHUS U
pa3BUTUS PO3aLLea IEXUT U3MEHEHUE TOHYCA NOBEPXHOCTHbIX COCYA0B KOXM MLa,
KOTOpble 06yCOBMEHbl PAa3/IMYHbIMU BHELWHUMMU (CONTHEYHbIE MHCONSALMK, BO3AENCTBUE
Tenna, Xxon04a, 4acTble XMMUYECKMe NUANHIU, ynoTpebneHne ankorons, ropsaumnx
HanuUTKOB, MNPSHOCTEN) U BHYTPEHHUMMU (HACNeACTBEHHAN NPeapacnonOXeHHOCTb,
3aboneBaHuMs NMLWEBAPUTENBHOIO TPAKTa, AeSTENbHOCTb Knewen Demodex,
MHbEKUMOHHbIE 3a60NeBaHNS KOXM, SHAOKPUHHbIE 3ab0neBaHus, NaToNoruns
MMMYHHOW CUCTEMbI, COCYANCTO-HEBPOTMYECKME peakLmn) hakTopamu.

MockonbKy ¢hakTopoB, MPOBOLMPYIOLWMX M YCYryBAsIoLWmMX TeyeHne po3alea,
[A0CTaTOMHO MHOTO, METO/bl IeYEHMSI TaK)Ke pa3HO0b6pasHbl. [pUMeHeHne oaHMX
CpenCTB HamnpaBneHo B 6oNbLUEN CTENEHM HA YMEHbLUEHWE po3aLiea Ha uue, apyrme
npenapatbl U METOAbl UCMOMb3YHOTCA AN NTEYEHUS CONYTCTBYIOLLMX 3a00NEBAHMIA
HEPBHOWM CUMCTEMbI M OPraHOB MULLEBAPEHMS.

[eHeTHMyeckmne GakTopbl pMcKa posaueun

Bapl/IaHTbI, CHMXawuwmne puck

[eH BapuaHT [eHOTMN Bknap,

- rs763035 G/G
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KoHTpakTypa [onontpeHa

CpenHuin puck 15.9%

Baw puck 13.1%

KoHTpaktypow [iontoutpeHa Ha3blBaKT YNJIOTHEHUE U YKOPOYEHUE CYXOXUINN B
061aCcTU KUCTK, KOTOpble NPUBOAAT K CrMbBaHMio 1 puKcaummn nanbLues B
HeecTeCcTBEHHOM NoJsioxXeHuKn. CyyaeTcs 3TO B OCHOBHOM C MYXXYMHAMU CpefHero
Bo3pacTa. CywecTByeT HacneACTBEHHAs NPeApacnofioKeHHOCTb K 3TOMy 3a60n1eBaHumio,
a TaKXXe MMeeT 3HaYeHne XpoHUYecKas TpaBMaTm3aums.

KoHTpakTypa [tontonTpeHa MoXeT nopaxaTb 06y COeAUHUTENbHYH TKaHb
OpraHM3Mma, HO Yalle BCero CTpafatT MU3MHEL, M 6e3bIMAHHbIN Nanew, Ha 04HOM UK
06enx pykax. bonesHb MOXET UMETb OCTPOE Hayano, HO B OONbLUMHCTBE C/lyYaeB
BblIPaXXEHHbIE CUMMNTOMbI NPOSBASOTCA TONbKO Yepe3 Heckonbko net. CHayana nog,
KOXXeM nosBnsatoTca HeboNbluMe TAXKM, MPOUCXOAMT YNIOTHEHME U 0BPA3YHOTCA Y3ENKM.

C pasBuTHeM 3aboneBaHmMs NOABASAOTCS O0NEBbIE OLLYLLEHMS, KOXKA NAA0HM
NOKPbIBAETCS TPELLMHKAMM, CHUXKAETCS YyBCTBUTENbHOCTDL. [1pK TSXXENOM TeueHnn
6onesHu pa3BMBaeTCs NOMAHAsA HENOABMXHOCTb OAHOMO MKW ABYX NanbLEB (QHKMIO03).
BbioensatoTca nBa HanpaBneHMs IeYeHMs: KOHCEPBATMBHOE U XMPYpPruyeckoe.

[eHeTMYeckme PaKTopbl pUCKA KOHTPAKTYPbI

HiontontpeHa
BapmaHTm, nosbllWawOWmne pnUck BapVIaHTbI, CHMXarwuwme pncK
leH BapwuaHT leHoTun Bknag, leH BapwuaHt leHotun Bknag,
- rs8124695 A/C EPDR1 rs16879765 C/C
DUXA rs11672517 A/G - rs2912522 A/G
= rs10809650 A/A = rs7524102 A/A
EIF3E rs611744 A/G
WNT?2 rs4730775 /T

- rs6519955 G/T
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Pak npencrartenbHOM Xenesbl

CpenHuin puck 0.44%

Baw puck 0.34%

Pak npenctatenbHOM xenesbl — 3TO 310KaYeCTBEHHOE HOBOOOpa3oBaHue,
nopaxatwiee TKaHW NpocTathbl. Y MyxunH Monoxe 40 net pacnpoCTpaHEeHHOCTb
3aboneBaHus coctasnset 1 cnyyan Ha 10 000 yenosek, B 60 net — 1 Ha 100, a nocne
75 - boneet Kaxapl BOCbMOW NpeacTaBuTeb CMAbHOro nona. 1o cux nop Bce
NPUYMHbI BOSHUKHOBEHMS PaKa MPOCTaTbl HE BbISICHEHDI.

TOYHO M3BECTHO, YTO YEM BbIlE YPOBEHb MYXXCKOIO NOJIOBOrO FOPMOHA —
TeCToCTepoHa, TeM BeposiTHEE BO3HWKHOBEHMWE 3/10KavyecTBeHHOM onyxonu. K
hakTopaM pucKa OTHOCAT NOXMUIOM BO3PACT, FEHETUYECKYIO MPeapaCcrnoNOXeHHOCTb,
MMELOLLYIOCS MPOrpeccHpyoLLyo aaeHoMy NpoCTaThl, NIOXYK 3KOA0rui, paboTy ¢
KaAMMeM (CBapOYHble U Tunorpadckme paboTbl, NPOM3BOACTBO PE3UHDI), KYpeHME,
HenpaBW/bHY AMETY (MHOTO XXMBOTHbIX XXMPOB, MaNo KNeTyaTku). 3abonesaHme MoxeT
NpOSIBNATLCS YYALWEHHbIM 3aTPYAHEHHBIM MOYENCNYCKaHUEM, BONIIMKU B NPOMEXXHOCTY,
KPOBbIO B MOYE U CrepMme.

Ho MoxeT npoTtekaTtb n abcontoTHo 6eccMMmnToMHO. M Torga nepebiM NpOSIBNEHUEM
3a60n1eBaHMs CTaHYT NPU3HAKKM, KOTOPbIE XapaKTepHbl A1 MeTacTa3os: 60/b B rpyam 1
KocTax (Tas, 6egpo, NO3BOHOYHMK), NepenoMbl. B CMABHO 3anyLWeHHbIX Cly4asx MOryT
pa3BUTbCA OCTPast 3a4ep>KKa MOYU, UCTOLLLEHME M CNAbOCTb.

[lng neyeHna MCNonb3yoT ONepaTUBHbLIA, MEAMKAMEHTO3HbIM M Iy4eBOM CNocobbl.
Bbibop MeToaa 3aBUCUT OT pacnpoCTPaHEHHOCTU U CTaAUKU Pa3BUTUS paKa, HANUUKS
MeTacTa30B, a Tak)Xe BO3pacTa 1 06Lero CoCcTosiHMUS 340pOBbS.

82



000000000000000000000000000000000000000000000000000000000000000000000000000000000 T
9000000000000000000000000000000000000000000000000000000000000000000000000000000000 MHOTODAKTOPHLIE 3360/1EBAHNA 00000000000

[eHeTMYeckme PakTopbl pUCKa paka
npencrtaTenbHOM Xenesbl

BapwuaHTbl, noBbiWwatoLwme puck BapwuaHTbl, CHMKaloLWmMe puck
leH BapwuaHT leHoTun Bknag, lew BapuaHt leHoTmn Bknag,
AFM rs1894292 G/G SIDT1 rs7611694 C/C
- rs12155172 A/G - rs7241993 T/T
ZGPAT rs6062509 T/T FERMT2 rs8008270 /T
- rs2427345 c/C GRHL1 rs11902236 c/C
TRIMS8 rs3850699 A/A = rs1270884 G/G
MDM4 rs4245739 A/A - rs6869841 ¢/C
RGS17 rs1933488 A/G NOTCH4 rs3096702 G/G
- rs11650494  G/G
MMP7 rs11568818 /T
ARMC2 rs2273669 A/A
EBF2 rs11135910 c/C
FARP2 rs3771570 ¢/C
RAD51B rs7141529 /T

- rs684232 /T
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MenaHoMma
CpenHuin puck 3%
Baw puck 2.67%

MenaHoMa — 3TO arpecCcMBHas 3/10Ka4YeCTBEHHAS OMyX0Jib KOXM, KOTOPasi BO3HMKAET B
pe3ynbTaTe NOPAKEHUS MUTMEHTHbIX KNETOK, NPOAYLUMPYHOLMX MeNAHWUH. XXeHLWMHbI A0
60 net 601€H0T YaLle MYXUMH, a NOC/e MeNaHOMa BO3HMKAET C OAMHAKOBOM YaCTOTOM y
o6oux nosnos. Nuk ee nossneHuns npuxoamtcs Ha 30-50 ner.

OCHOBHOM MPUYMHON CTAHOBUTCS BO3AENCTBME YIbTPAUONETOBOr0 COTHEYHOrO
M3NTy4eHUs, NONALAOLLEr0 HA HE3ALMLLEHHbIE YY4aCTKM KOXK. B 6bonblumMHCTBE CnyvaeB
OHa pa3BMBAETCA Y NOAEN, MONYYABLUMX CONTHEYHbIE OXOrM B AETCTBE M HOHOLIECKOM
BO3pacTe, a TakxKe — y paboTaloWmX B 3aKPbITbIX MOMELLEHMSX, @ OTAbIXAKOLWMNX B
IOXKHbIX CTPaHax. Hemanyto ponb B pa3BUTMM MeNAHOMbl OTBOAST TPAaBMUPYOLWMUM
NOBPEXAEHMSM POAMHOK, TOPMOHANIbHOMY M UMMYHHOMY CTaTyCy, a Takxke
HacneaCcTBEHHOM NpeapacnosioXXeHHOCTH.

HaunHaeTcs oHa € NOSBAEHUS HOBbIX MU YBEJIMYEHUS B pa3Mepax yXe CyLeCTBYHLWNX
POAMHOK UM POAMUMBIX NATEH, 3YAA, XOKEHUSA MU KPOBOTOUMBOCTU B 30HE onyxonun. Kak
NpaBuI0, BOCMNANEHHbIE KNETKU KOXMU UMEKT KOPUUYHEBBIA UK YePHbIN LIBET, B
HEKOTOPbIX CNYYasiX — PO30BbIW, XXENTOBaTbIM UK Aaxe 6enbii. K 4ON0NHUTENbHbIM
NPM3HAaKaM MOXHO OTHECTU LIenyleHne, BbiNageHne paHee CyLWweCcTBOBaBLINX BOJOC,
BO3HWKHOBEHME YNJIOTHEHUI HA NOBEPXHOCTU MUIMEHTHOM OMYXONU U yBeNnyeHue
6AvKaMWKMX K Hel NnmMdoy3nos.

B neyeHnn oCHOBHAs posib OTBOAMUTCS XMPYpPruyecknum MetomaM. MIHoraa Mcnonb3yrrea
nyyeBas U MNONMXMMMOTEPANMS, a Takke POTOAMHAMUYECKAs U UMMYHOTepanus.

[eHeTHnyecKkne GakTopbl pUCKa MeIaHOMbI

BapmaHTu, nosbllWaOWmne pnUck BapVIaHTbI, CHMXXaruwme pncK
leH BapuaHt [eHoTun Bknag leH BapuaHnt leHoTun Bknag,
= rs35407 G/G TYR rs1393350 G/G
MC1R rs1805007 c/C
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OTKpbITOYrofbHas rnaykoma

CpenHuin puck 1.97%

Baw puck 1.39%

[naykoma — 3TO rpynna rnasHbix 3a60n1eBaHUM, XapakTepu3yoLWasncs NOCTOSHHbIM UK
nepuoamMYeckMM NoBblLLEHWEM BHYTPUINA3HOIO AaBneHus. PacnpocTpaHeHHOCTb
rnaykomsl coctasnget 0,1-20 cnyyaes 1 6onee Ha 1 000 yenosek. [naykoMon yawe
CTpapatoT Te, KoMy 3a 40, Ho 6one3Hb BCTPEYaAEeTCA Uy MONOAbIX N0AEN, U Aaxe Y
MNafeHLeB.

K dakTopam pucka oTHocAT Bo3pacT ctaple 60-65 net, HacneaCcTBEHHOCTD,
BPOXAEHHbIE aHOMaNUK, Apyrue rnasHole 3a60seBaHUs M TPaBMbl, CaxapHbin anaber,
TMNOTOHMIO, 3a60N1€eBaHMS LUMTOBUAHOM Xene3bl, HEPBHOM CUCTEMBI U Ap. PasnuyaioT
OTKPbITOYrONbHYIO U 3aKPbITOYrofibHY0 GOopMy rnaykoMbl. OTKPbITOYrosibHas
BCTpeyaeTcs B 6onee 90 % cnyyaes.

[pu 3TOM popMe NPOMUCXOAUT NOCTENEHHOE HAKOMIEHUE BHYTPUIIA3HOM XUOKOCTH,
BC/IeACTBME Yero NpoMCcxXoamT NoBbIWEHME BHYTPUINIA3HOMO AaBNEHUS, paspyLlleHme
3pUTENIbHOro HepBa U NoTeps 3peHus. Yale BCero OTKpbITOYrosbHasg rnaykomMa
HAYMHAETCS M NPOrpeccupyeT He3aMeTHO 419 60NbHOro, KOTOPbIA HE UCMbITbIBAET
HUKAKMX HENPUATHBIX OLLYLLEHUIA M NO3TOMY 0bpallaeTcs K Bpayvy TObKO Mpu
nosiBNieHMM rpybbiX HApyWeHWM 3puTeNbHbIX QYHKUMI (pa3BuTas Uau Aaneko
3awepLuan ctagma). B Taknx cnyvasx ctabmunnsnpoBatb NPoLecc CTAaHOBUTCS OYEHb
TPYAHO, @ MHOTAA Y)Ke HEBO3MOXHO.

[TOMUMO NOBbILWEHUS BHYTPUIIA3HOMO AABNEHUS, AN OTKPbITOYrObHOM rayKOMbl,
XapaKTepHbl CY>XeHWe MU BbiNafeHWe YacTen noas 3peHns (Npu 3ToM YenoBek He

BMAMT YaCTU OKpYXawLWmnx npeameTos). [lpuMeHaeTcs MeaMKaMeHTO3HOe nevyeHue,
npu ero He3p@EKTUBHOCTU — NAa3epHOE WU XUPYPruyeckoe.
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[eHeTnyeckme PaKTopbl pUCKA OTKPbLITOYroS1bHOM
[N1ayKOMblI

Bapl/IaHTbI, CHMXawLwmne puck

[eH BapuaHnt [eHoTun Bknag
rs4656461 A/A
T™MCO1 rs7518099 T/T

rs4977756 A/G
rs10120688 A/G
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OcTeoapTpo3
CpenHuin puck 6.5%
Baw puck 5.74%

OcTeoapTpo3 — 3TO0 XpOHU4YecKoe 3abosieBaHMe CyCTaBOB, NPM KOTOPOM MPOUCXOANT
pa3spyleHne Xpswa 1 CHMKAETCS NAOTHOCTb KOCTH, HAXOASALWENCS HeNnoCpeacTBEHHO
no4 XpsileBow TKaHbto. CuntaeTca Hanbonee pacnpocTpaHeHHON GOPMOI NOPAXKEHMUS
cyctaBoB. CuMnTOMbI MOryT NposBnaTbcs yke B 40-50 net, a 6nmxke k 80 oHM
OTMEYaKTCs NPaKTUYeCKn y BCeX.

[lo 40 neT 0CTE0ApTPO3 YalLEe BCTPEYAETCS Y MYXKUMH, YEM Y XKEHLLMH, U ABNSIETCS, KAK
npaBuno, CNeacTBMEM TpaBMbl. B 6onee 3penoM Bo3pacTe eMy 04AMHAKOBO
NnoABEpPXEHbI M Te u apyrue. MNepBbiM NpU3HaKOM 0CTeoapTpo3a ABnseTcs 60/b B
CyCTaBe, KOTOpasi BO3HWMKAET MpU HarpysKe, HO HBbICTPO MPOXOAMUT B MOKOE.

BHewHe oTMeyaeTcs HebonbLoe yBenmyeHne cyctaBa B pasMepe. Co BpeMeHeEM MOXET
Npoun30MTK ero aedopmauus BNaOTb 40 MOSHOMO OrpaHMyYeHus apmxeHus. Ha
CEroAHsLWHMA AeHb OCHOBHbIM CMNOCOOOM TepanMm 0CTE0apTPO3a ABNSIETCS ieyebHas
$U3KyNbTypa, HaLeNeHHas Ha NOCTOSIHHOE NoAaepXaHne HeobxoanMMoro obbema
OBMXXEHMS U CO30AHMNS LMKIIOB CKATUA-PACTSXKEHNS CYCTaBHOMO XPsLa.

JTOT Xe MeToA aBnseTcs U NpodmNakTMKoM gaHHoro 3abonesaHus. [loMmmMo
YNpaXXHEHUM UCMONb3YyTCS 06e3bonusatowme npenapatbl, 3 B HEKOTOPbIX CAyYas —
TPAHCMIAHTALMIO XPSLLEBbIX KNETOK.

[eHeTHnyecKkne @akTopbl pUCKa 0CTEO0APTPO3a

Bapl/IaHTbI, CHMXawuwmne puck

[eH BapuaHt [eHOTMN Bknap,

- rs4907986 C/C
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[MnotTnpeos

CpenHuin puck 0.9%

Baw puck 0.065%

B cpeaHem B nonynauuun runotupeos passmeaetcsa 'y 0,9% MyxumH n'y 4,8% XeHLWMH.
3aboneBaHune BO3HMKAET M3-3a HApYyLIEeHMS paboTbl LMTOBUOHOM Xene3bl, CBSI3aHHOMO
C €€ He,0CTaTO4YHbIM Pa3BUTMEM UK C AYTOMMMYHHbIMU npoueccamu. Mpu
rmMnoTupeose NpomcxoauT cbor 6enKoBoro n yrneBoaHoOro obmeHa.

CHavana oH NposBASETCS BANOCTbIO, MEANUTENbHOCTbI, CHUXKEHMEM
paboToCNOCOOHOCTH, BbICTPOM YTOMAAEMOCTBIO, COHNMBOCTbLIO M CNAbOM NaMATbIO.
3aTeM K 3TUM CMMNTOMaM MPUCOEOMHSOTCS CYXOCTb KOXM, OAYTI0BATOCTb MLA U
OTEYHOCTb KOHEYHOCTEW, rpybbIit FON0C, NOBbLILEHHAS NOMKOCTb HOITEN, BbiNageHMe
BOJIOC, YBE/IMYEHME MACChI TENA, OLLYLEHME 396KOCTM M 3anopbl. [ns neyeHus
rMNOTMPEO3a MCMONb3YT FOPMOHANbHYO Tepanuio.

[eHeTnyeckne GakTopbl pMCKa rMNOTUpen3a

BapuaHTbl, noBblwatowWwme puck BapuaHTbl, CHUXKatowme puck
[eH BapuaHT [eHoTun Bknag leH BapuaHTt leHoTMN Bknag,
= rs12138950 A/A TG rs121912648 C/C
PTPN22 rs2476601 G/G ATXN2 rs10774625 A/A
CTLA4 rs3087243 G/G
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AHeBpM3Ma OpIOLWHOro oTaena aopThbl

CpenHuin puck 3.9%

Baw puck 2.87%

AHeBpu3Ma BGPIOLWIHOMO OTAENA A0PTbl BCTPEYAETCS YaLle Y MY>K4YMH. DTO
naTosorMyeckoe paclwmpeH1e NnpoceeTa OpHOLWHOro OTAeNa aopThbl, KOTOpoe
3an0JIHAETCS KPOBbIO U MOXET yBeInunBaTthCcs B pazmepe. OCHOBHAs NpuynHa
BO3HMKHOBEHUSI AQHEBPU3Mbl — MOPAXKEHUS A0PTbl, KOTOPbIE CHUXAKT MPOYHOCTb U
3N1aCTUYHOCTb COCYAMUCTOM CTEHKMW.

JTO Yalle BbI3BAHO aTepPOCK/IEPO30M, KOraa M3-3a 06pa3oBaHUs X0N1eCcTePUHOBBIX
6nsweKk HapyLwaeTcs LenoCTHOCTb apTepuin. 3HAUUTENIbHO pexxe aHeBpu3Ma BpIOLWHOro
OTAEeNa aopTbl MOABNAETCA BCNEACTBME TPABMbI, UHDEKLUU UNN BPOXKAEHHbIX
3aboneBaHuit. K paktopaM pucka OTHOCUTCS BbICOKOE apTepuasnibHOe AaB/ieHue,
OTArOLLEHHAa HAaCNeaCTBEHHOCTb, BO3pacT cTaplue 55 net, nsbbitouHas macca tena u
KypeHue.

CMMNTOMbI @aHEBPUM3MbI: OLLYLLEHME MYNbCUMPOBAHUS B XKMBOTE, MOXOXEe Ha
cepauebueHne (Yawe BCero BO3HUKAET B NMOJIOXEHUM IEXA HA XMBOTE),
anu3oanyeckune cnabblie 6011 B HUXKHEN MONOBUHE XMBOTA UM NMOACHUYHOM 0BnacTu.
NHorpa naumeHToB 6ecnokouT 60b B cTONax, No6neaHEHUE KOXKM HUKHUX
KOHEYHOCTEN, AaHOPEKCUS, OTPbKKA, pBOTA M 3anopsl. [1pu paccnoeHnn aHeBpmU3Mbl
4yesioBeK MOXKET NOYYBCTBOBATb BHE3AMHYO CNAabOCTb, rONIOBOKPYXKEHME, YHALLEHHOE
cepaLebueHne, cunbHble 60U B XKMBOTE M B HUXKHEW YAaCTU CMUHDI.

Bo3MoxHa noTeps Co3HaHMa. B Takmx ciy4vasix Heobxoanma CpoyHas MegmLMHCKas
nomolb. bonesHb MoXeT AnuTenbHoe BpeMs NpoTekaTtb 6eCCMMNTOMHO.

Mpu neyeHnn cTabunbHOM aHEBPU3MbI HEOONLLUMX pa3MepOB BO3MOXHaA
BbIXXMAATeNbHas TaKTUKA C 0093aTeNbHOM KOppeKLMen M3MeHseMbIX (akTOpPOB pucka
noa HabnaeHNeM CneumanncToB. B ocTanbHbIX CnyYasix NoKasaHo XMpypruyeckoe
BMELIATENbCTBO.
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[eHeTUnyeckne PaKTopbl pUCKA aHEBPU3MDI
6ploWwHOro otaena aopThl

Bapl/IaHTbI, nosbllWaOWmne pnUck Bapl/laHTbI, CHMXarwuwme pncK
[eH BapuaHnt [eHoTun Bknag leH BapuaHnt leHoTun Bknag
DAB2IP rs10985349 /T CELSR2 rs602633 G/G
- rs1795061 /T LDLR rs6511720 G/G
IL6R rs4129267 T/C

- rs10757274 A/G
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Llennakmg

CpenHuin puck 2.66%

Baw puck 0.49%

Llennakus — 310 BpOXAEHHOe 3aboneBaHue, NpyM KOTOPOM OTMEYaeTCs
HenepeHoCUMOCTb benka — rTeHa (KNerMKOBMHbI), COAEPXKALLErocs B 3/1aKOBbIX
KyNbTypaX, TAaKMX KaK MWeHULA, POXb, I4MEeHb M OBEC. PacnpocTpaHeHHOCTb
coctasnget 1 cnyyar Ha 300-1 000 yenosek. MNpUYMHbBI BOSHUKHOBEHMUS 40 KOHLA He
YCTaHOBANEHbI, HO €CTb NPEANON0XKEHMNE, YTO OAHOM U3 HUX MOXET BbITb
HacneaCTBEHHOE MOpaXKeHWe reHoB, OTBEYAKLWMX 338 BOCMPUMMUYMBOCTb OpraHM3ma K
BO34EMCTBUIO INIOTEHA.

B pe3synbTarte yero, 4yBCTBUTENbHOCTb KNETOK KMLLEYHOrO 3NUTENUS K 3TOMY Benky
MOBbILIAETCS, BO3HMKAET BOCNANEHUE C/IN3UCTOM 060N0YKM U HAPYLLAKOTCS MPOLLEeCChI
nepeBapmMBaHMA M BCACbiBaHWUS. B neTckom BO3pacTe OCHOBHbIMUM CUMMNTOMaMMU
CTAHOBSITCA XpOHMYECKas auapes, B3AYyTUE XMBOTA, cTeatopes (BblaeneHune
M36bITOYHOr0 KOMYECTBA XMpPa C KasoM) U 3aaepKKa pa3BuTus. Bo B3pociioM — MOXeT
oTMeYaTbCsl 6NeaHOCTb KOXHbIX MOKPOBOB, aHEMMUS, HU3KWUI BEC.

B kauecTBe fleyeHmst Ha3HaYalT NOXXM3HEHHYIO BE3rTEHOBYHO AMNETY, TO €CTb U3
paLMOHa UCKNHYAKOT NPOAYKTbI, COAEPXKALLME MIUEHNYHYIO, PXKAHYI U OBCSHYHO MYKY.
OrpaHWUMBAOT TakXkKe yrnoTpebneHune XMpPoB 1 Kpaxmarna.
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[eHeTnYecKkne MaKTopbl pUCKA LESTMAKMUK

BapwuaHTbl, noBbiWwatoLwme puck BapwuaHTbl, CHUXatoLWue prcK

leH BapuaHT TeHoTMN Bknan Mew BapuaHT FeHoTMn Bknan
ATXN2 rs653178 c/C HLA-DQA1  rs2187668 c/C
ETS1 rs11221332 /T - rs2816316 A/C
IL18RAP rs917997 /T - rs10903122  A/A
- rs296547 c/C - rs13010713  A/A
FAM213B rs3748816 A/A - rs13314993 T/T
KIAA1109  rs13151961  A/A RMI2 rs12928822 /T
PLEK rs17035378 /T - rs2327832 A/A
ICOSLG rs4819388 c/C - rs17810546  A/A
- rs9792269 A/A ICOS rs4675374 c/C
- rs802734 A/G CCR3 rs13098911 c/C
PUS10 rs13003464  A/G PTPN2 rs1893217 A/A
ARHGAP31 rs11712165 T/G ZMIZ1 rs1250552 A/G
BACH2 rs10806425 C/A LPP rs1464510 C/A
TAGAP rs1738074 /T

92



IeoeoeteReRe

SO0 0O SRR RORRORRORRORRORRRRRRRRRRRORRRRRRORRRRRRRRRRRRRRRORRS MHOFOd)aKTOprIe 3360ﬂeBaHVlﬂ 40

SO0 RRORRRRRRRRORRRRRRRRRRRRRRO RO RRRRRORRORRRRRORRRORRORRRRRORROROORROROROY

[lepBUYHbIM BUAMAPHBIN XONAHTUT

CpenHuin puck 0.012%

Baw puck 0.0021%

[MepBUYHbIA BUANAPHDBIA XONAHTUT — 3TO MEANEHHO Nporpeccupyolee ayTouMMyHHOe
3aboneBaHue, CBA3aHHOE C HapyLleHneM paboTbl BHYTPUNEYEHOUYHbIX XeNYHbIX
NPOTOKOB, B pe3y/ibTaTe KOTOPOro NPOMCXOAMT 3aCTOM XKeNUYn U pa3BMBAETCS
neyeHOYHas HeJOCTAaTOYHOCTb. BCTpeyaeTcs npemMMyLecTBEHHO Y XXeHLWMH. Yalle Bcero
B Bo3pacTe oT 40 no 50 ner, KpanHe peako — y nogen monoxe 25 nert.

BocnaneHune nopTanbHbiX TPAKTOB M QyTOMMMYHHOE pa3pyLleHUe BHYTPUNEYEHOYHbIX
K€NYHbIX MPOTOKOB MPUBOAMT K HAPYLLEHUIO BbIAENEHUS XKENUU U 3aePXKKe
TOKCMYECKMX BELLECTB B NEYEHU, YTO ABASETCS NPUUYMHON CHUKEHUS ee DYHKLUMMU U
MOXET NPUBECTU K BO3HUKHOBEHMIO (hMOPO3a, LMPPO3a M NeYeHOUYHOM
HEeLOCTAaTOYHOCTH. 3aboneBaHNe Pa3BMBAETCS MEAJIEHHO, B TEYEHUE HECKObKMX NET.
Hanbonee yactbiMn paHHUMMK NPOSIBNIEHMSMU ABASIOTCS CABOCTb, OLLYLLEHME TAXKECTH
B NpaBoM noapebepbe 1 KOXHbIM 3ya. B HacToswee BpeMs HET 3PPEKTUBHBIX METOA0B
NneYyeHns NepBUYHOIO BUIMAPHONO XONaHIUTa.
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[eHeTnyecKkne GakTopbl pUCKa NEepBUYHOIO
GUNMapHOro XonaHruTa

BapwuaHTbl, noBbiWwatoLwme puck BapwuaHTbl, CHMKaloLWmMe puck
leH BapwuaHT leHoTun Bknag, lew BapuaHt leHoTmn Bknag,
TNPO3 rs12531711 A/G = rsé421571 T/T
- rs485499 T/T HLA-DQA1  rs7774434 T/T
CCDC88B rs538147 G/G CLEC16A rs12924729 A/A
SPIB rs3745516 A/G PLEKHG6 rs1800693 T/T
TIMMDC1 rs2293370 G/G EXOC3L4 rs8017161 G/G
FBXL20 rs7208487 T/T - rs11117432 A/G
PLCL2 rs1372072 A/G = rs12134279 c/C
CAPSL rs860413 A/C
NAB1 rs10931468 c¢/C
RAD51B rs911263 /T
= rs968451 G/G
ELMO1 rs6974491 G/G
= rs10752747 G/G
MANBA rs7665090 A/G
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TpoMb603 rnyboknx BeH u TpoMHB03IMBOIUS
Nero4yHou aprepuu

CpeaHuin puck 0.1%

Baw puck 0.073%

[MoHATME «BEHO3HbIM TPOMO03MOONN3MY» BKHOYAET B CeO$5 ABA TECHO CBSA3AHHbIX
3aboneBaHus: TpoM603 rnybokunx BeH n TpomMboambonuto nerouHon aptepum (TIJ1A).
TpoM603 rnybokunx BeH — 3aboneBaHue, KOTOpoe xapakTepusyeTcs o6pa3oBaHmem
TpoMbOB B BEHAX (Yalle BCEro — BEHax HOr 1 Ta3a). TpoMb603MB0NA NerovHom
apTepuu — 3aKynopka NérovyHomn apTepum unm eé seTsen Tpombamu.

PacnpocTpaHeHHOCTb BEHO3HOro TpoMboambonmnama y MyxxunH coctasnset 0,104%, y
xeHwuH — 0,104%. Mopspka 80% BeHO3HbIX TPOMO603MO0IMIA ACCOLMMPOBAHO C
TpoM6030M rNyboKMX BEH HOT, ocTanbHble 20% npeactaBnstoT IMOOANIO MANOro Kpyra
KpoBoObOpaLeHns. PUCK pa3BMUTUSI TaKOW IMOONUM BbllLE Y XXEHLWMUH B 1-M TpumecTpe
6epeMeHHOCTM.

Ha puck pa3suTng BeHO3HOM TPOMB03IMOBOIMM BAMSIOT KaK BHELIHWE, TaK U BHYTPEHHMKE
dakTopbl. BepoaTHOCTb TPOMB0IMBONNYECKMX OCNOXKHEHUIA MOTYT YBENNYMBATD
reHeTmyeckme ocobeHHOCTH, BAUSIKOLLME HA CUCTEMY CBEPTbIBAHMSI KPOBU —
JleripeHoBckag myTtaums, onpeaeneHHble BapuaHTol reHoB ABO, F11, F2, FGG, F8,
SLC44A2 v PROCR. bONbLUMHCTBO 3TUX reHOB KOAMPYET GaKTOpbl, y4aCTBYHOLLME B
Kackaze CBepTbIBAHWS KPOBM, M HapyLleHne paboTbl 3TMX GaKkTOpOB NpuBeaeT K
M3MEHEHMUIO CBOMCTB KPOBM.

Tpomb03 rny6oknx BeH BO3HMKAET, KOrAa NpoLEecC CBepPTbIBAHMS KPOBM HAUYMHAETCS He
nocne NOBPeXAEHUS UAN PaHEHUS, @ B 0ObIYHbBIX YCIOBUAX MPU COXPAHEHHOWM
LLeNI0OCTHOCTM COCYAMCTOM CTeHKK. Knaccnyeckune npusHakm Tpombo3a rnybokux BeH —
oTeKku, 60N U NOKPACHEHUS NOPAXKEHHOIO Yy4acTKa. TpoMH603IMOBONUI0 NEerOYHOM
apTepuu Yalle BCero Bbi3blBalOT CBOOOAHO PaCMONOXKeHHbIE B BEHAX HOM TPOMObI,
NpUKpensieHHble K CTeHKE TOMIbKO OA4HOM CTOPOHOM.

Takne TpomObl Nerko OTPbLIBAKTCS M C MOTOKOM KPOBM Yepes npasble OTAEeNbl cepaua
NOMNaAaloT B IEFOYHYIO apTepUI0, 3aKpbiBas €€ npocBeT. TpoMb603aIMB0NUS NerovHoOM
apTepun NpoTeKaeT C NoBbIleHMeM TemnepaTtypbl Tena Ao 37°C un kawnem. Takxe
MOXET BO3HMKATb OAblLIKA, TAXMKAPAUS, 0OOMOPOKM M CHUXKEHME apTEPUANBHOIO
LaBNEeHus.
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[na neyeHns obonx 3aboneBaHnm UCMONb3YETCS MeAUKAMEHTO3Has Tepanus. B
HEKOTOPbIX CNy4Yasix Npu Tpomb03e rnyboKMX BEH B MHAMBMAYANbHOM NOpsaKe
pelwaeTcs Bonpoc 06 ycTaHOBKe KaBa-(puAbTPOB.

[eHeTMuyeckme dakTopbl pucka TpoMb03a rnyboKux
BeH U TpoMb03MBONMM NerovyHom apTepumm

BapwuaHTbl, noBbiWwatoLwme puck BapwuaHTbl, CHUXatoWue prcK
[eH BapuaHT [eHoTMN Bknap, leH BapuaHTt leHoTMn Bknap,
- rs7654093 AT - rs34234989 A/A
ABO rs529565 /T - rs9797861 /T
- rs4444878 A/C F2 rs1799963 G/G
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PesMaTongHbIM apTpuUT

CpenHuin puck 0.46%

Baw puck 0.13%

PeBMaTOMAHbIM apTPUT — 3TO XPOHUYECKOE BOCNANUTE/IbHOE ayTOMMMYHHOE
3aboneBaHuMe, OCHOBHbIM NPOSIBIEHMEM KOTOPOrO SBASETCS OAHOBPEMEHHOE
NOpaXeHne HeCKONbKMX, Yallle MeKMX, CyCcTaBoB. PacnpoCcTpaHeHHOCTb BO BCEM Mupe
coctasnsgeT npumepHo 0,5-1% HaceneHus. XXeHwmHbl 60/1€10T B TpM pa3a yalle
MY>XXYMH.

B ocHoBe 3ab0neBaHMa NEXUT XPOHMYECKOe BOCNanieHMe 060104KM CyCTaBa,
npuBOASLLEE K HAPYLIEHWUIO ero MYHKLMK. DTO CBA3AHO C TEM, YTO MMMYHHAa CUCTEMA
OpraHn3ama oWwnbOoYHO pacno3HAeT COOCTBEHHbIE TKAHM KaK Yy)XEPOAHbIE U aTaKyeT MX.
PeBMaTOMAHbIM apTPUT MOXET HauyaTbCsl C NHOOro CyCcTaBa, HO Yalle BCEro CTpagatT
nanbLbl U 3aMNACTba.

O6bIYHO NOpaKEHUE NPOMCXOAUT CUMMETPUUYHO, TO €CTb MOBPEXAAIOTCS OMHAKOBbIE
CycTaBbl CNpaBa M cneBa. Bce 3To MOXKET CONpPOBOXAATLCS YCTANOCTbIO, C1IAaBOCTbIO U
YyTPEHHEel CKOBAHHOCTbIO B CycTaBax. B psae cnyvaeB HabnogatoTcs rpunnonoaobHbie
CMMNTOMbI BK/1HO4AS HEBbICOKMIA Xap.

3abonesaHune npoTekaeT BOAHOOOPA3HO € nepuogamm obocTpeHus. EMy Takxe
CBOMCTBEHHbI MOTEPs anneTuTa 1 Beca, Aenpeccus, aHeMUs, XONOAHbIE U/UAK NOTHbIE
NAAOHU U CTYMHU, HapyweHue paboTbl CIIOHHBIX U CNE3HbIX Xenes, BocnaneHue
nepukapaa U CTEHOK COCYA0B M NOpaXKeHue KnanaHoB cepaua. [Ans neyeHus
NMPUMEHSeTCS MeaMKaMeHTO3Haa Tepanms.
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[eHeTUyecKkne PaKkTopbl pUCKa peBMaATOUAHOIO

apTpuTa
Bapl/IaHTbI, nosbllWaOWmne pnUck BapMaHTbI, CHMXarwuwme pncK
FeH BapuaHT Fenotun Bknan Fen BapuaHT Fewotun Bknan
ARID5B rs10821944 G/T PLD4 rs2841277 c/C
GCH1 rs3783637 c/C
= rs766449 c/C
ANXA3 rs2867461 G/G
- rs657075 G/G
NFKBIE rs2233434 A/A
- rs2280381 T
PRKCH rs1957895 T/T
PTPN2 rs2847297 A/A
- rs6932056 T/T
ZNF774 rs6496667 c/C
B3GNT2 rs11900673 c/C
PDE2A rs3781913 G/T

- rs12529514 /T
= rs4937362 /T
PRKCB rs7404928 /T
= rs1571878 /T
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nunencus

CpenHuin puck 0.51%

Baw puck 0.12%

Jnunencus — OAHO M3 CaMblX PAacNpOCTPaHEHHbIX 3a001€eBaHUM HEPBHOM CUCTEMBI,
XapaKTepu3syoweecs BHe3anHbIMM NOBTOPSOLLMMUCS CYLOPOXHBIMU NPUNALKAMMU.
KonnuectBo 601bHbIX 3NMnencuer B HEPBHbIX OTAENEHUSIX COMATUYECKMUX KITMHUK
coctasnget B cpeaHeM 5%. Okono NONOBUHbI M3 HUX Monoxe 15-neTHero Bo3pacTta.

M0 NpMYMHAM BO3HMKHOBEHMS INUNENCUI0 KNACCMDULMPYIOT HA TPU BMAA:
CUMNTOMATMYECKAN — KOFAA MOXHO OOHAPYXWTb CTPYKTYPHbIM AedeKkT ronoBHOro
MO3ra, Hanpumep, KUCTY, ONyX0/b, KPOBOU3NUSHUE MU MOPOKU PA3BUTUS;
namMonaTMyeckasn — UMeeTcs HacneaCcTBEHHAs NPeapacnofioKeHHOCTb, MPU 3TOM
CTPYKTYPHbI€ U3MEHEHUS B MO3re OTCYTCTBYIOT; KPUNTOreHHas — NpuynHy 3a6oneBaHus
BbISIBUTb He yaaeTcs. CaMbiM XxapaKTepHbIM NPU3HAKOM 60Ne3HM SABNSETCS CYA0POXKHbIN
npunagok, NpyM KOTOpoM 60NbHOM NafaeT, M34aBast KPUK, TYT XKe Y Hero nosiBsaTCs
TOHMYeCKMe Cyaoporu, rofioBa 3anpoKMUAbIBAETCS, 3payYKuM 3aKaTbIBAKOTCA, ULLO
bnenHeeT, 4eNCTb OKMMAETCS, a AbIXaHUe 33a4epXMBaAETCs. Y MHOTUX NIOAEN 3TOMY
COCTOSIHMIO NpeALuecTByeT aypa, KOTOpas MHAMBUAYANbHA B KKAOM KOHKPETHOM
cnyyae, Ho 6narogaps e 601bHOM MOXET Kak Obl NpeaYyBCTBOBATL NpUbAMXKeEHME
npuctyna. [1ng neyeHns Mcnonb3yoT NpOTUBO3NMAENTUYECKME Npenaparbl.

[eHeTMyeckmne PaKTopbl pUCKa aNUIEnCcumn

BapwuaHTbl, noBbiWwatoLwme puck BapwuaHTbl, CHUXatoLWue pucK
leH BapuaHT TeHoTMN Bknan Mew BapuaHT FeHoTMn Bknan
- rs10496964  C/C - rs72823592  A/A
- rs12720541 G/T - rs771390 /T
- rs10030601 /T
CHRM3 rs12059546  A/A

- rs13026414 /T
- rs388556 /G

99



IeoeoeteReRe

SO0 0O SRR RORRORRORRORRORRRRRRRRRRRORRRRRRORRRRRRRRRRRRRRRORRS MHOFOd)aKTOprIe 3360ﬂeBaHVlﬂ 40

SO0 RRORRRRRRRRORRRRRRRRRRRRRRO RO RRRRRORRORRRRRORRRORRORRRRRORROROORROROROY

bonesHb [NapknHCcoHa

CpenHuin puck 1.54%

Baw puck 1.04%

CpepgHuii BO3pacT nposieneHms cumntomoB 6onesnu MapkmHcoHa — 57 net. YacToTa
BCTPEYaeMOCTH 3a60/1eBaHMS Y MYXXUMH M XKEHLWMH PA3IMYAETCA: CpeaHUN PUCK
pa3BUTUA 19 MYXCKOM nonynsiumm coctasnseT 1,535%, onsa xxeHckon — 1,267 %.
MpuymHblI 60N€3HM A0 KOHLUA HE M3BECTHBbI.

B ocHOBe nexuTt nopaxkeHue HepBHbIX KNETOK, BblAenaowmnx odaMuH, B pesynbraTte
yero y 50-80% 60nbHbIX HAYMHAIOT APOXKATb KOHEYHOCTU B COCTOSIHUM NOKOS. DTO
NpOsIBNSETCS PUTMUYECKUM NOoAeprMBaHMeM 60MbLIOro, yKa3aTe/lbHOro U CpeaHero
nanbLeB KUCTU, HANOMMHAKLWMUM KaTaHME NUOAb UK CYET MOHET. Ha Ha4yanbHOWM
CTaAUMN TPEMOP YMEHBLUIAETCS UK UCYE33EeT NpU ABUXKEHUKU, OTCYTCTBYET BO BPEMS CHA
M YCUAMBAETCS OT 3MOLMOHANIBHOTO HANPSXKeHMS U YCTaNoCTU.

Mpu 6one3Hu MapkMHCOHA OrpaHMYMBAETCS 06BLEM M CKOPOCTb XKECTOB, KOHEYHOCTH
npy crmbaHumn 1 pasrnbaHMmM 3acTbiBalOT B OAHOM MONOXKEHUU. Y ntoael ¢ 601e3Hbto
MapK1HCOHa cropbneHHas 0caHkKa, LWapKaLwas NoXoaKa, 4acTo NPUOTKPbIBAETCS POT U
Ha /MLe 3aCcTbiBAET Macka. Peyb 3aMesieHHas), TMXas M MasIONOHSTHas.

Cpeon cMMNTOMOB BCTPEYAKOTCS 3an0pbl, CHUXKEHUE KPOBAHOMO AABNEHMS,
HeLepXXaHue MoYM U Kana, nonosas auchyHkums. Y 50% naumeHToB passmBaeTca
cnaboymue. IPdekTMBHOE nevyeHne 6one3Hm MapKMHCOHA NOKa HE HAaNAOEHO.
[Noonep>KMBaOLWyO TEpANUIo NPOBOAAT B TEYEHNE BCEMN XU3HU.
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MHorodakTopHble 3a6oneBaHus

[eHeTHMyeckmne GakTopbl pMcka 6onesHu
[lapKMHCOHA

Bapl/IaHTbI, CHMXawLwmne puck

leH

RIT2

FAM47E
BST1

BapuaHT
rs6430538
rs12456492
rs2414739
rs6812193
rs11724635

leHoTun
/T
A/A
G/A
/T
C/A

Bknag
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MurpeHb

CpenHuin puck 7.6%

Baw puck 5.57%

MurpeHb BCTpeyaeTcs novtn y 15% B3pocsibix, B OCHOBHOM Y XeHLWmH ao 30 ner.
Mepenaércs No MaTePUHCKON TMHMU. BOSHUKHOBEHWUIO MUIPEHM CNOCOOCTBYIOT
HepBHOE 1 hM3MYeCcKoe NnepeHanpsXKeHMe U HEKOTOPbIe NULEBbIE NPOAYKTbI (CbIp,
LOKO/1aA, KpacHOe BUHO), a/IKOro/b, MPUEM rOPMOHasbHbIX KOHTPALENTUBOB,
MEHCTpyaums, HeQoCTaTOK UM M3bbITOK CHA, NOroAHble GaKTopbI.

Takxe «CnyCKOBbIM KPHOUYKOM» MOTYT CTaTb APKMI CBET, MeIbKaHWe 306paxkeHns Ha
3KpaHe TeneBn3opa uau KomnbtoTepa. bonm npu MUrpeHn Yaie BO3HMKAKOT C O4HOM
CTOPOHbI FOM0BbI, HO MHOTAA ObIBAOT ABYXCTOPOHHUMU. BONIb MOXET 0XBaTbiBaTb
BEPXHIOK YeNCTb, 1a3a U Weto, NyNbCMPOBATb U YCUAMBATLCS OT CUJIbHBIX 3aMaxoB U
FPOMKMX 3BYKOB.

YacTo BO BpeMSs NpuCTyna NOSBASIETCS TOLWHOTA, YYBCTBO TAXKECTU U CNa3Mbl B
Xenyake, ppoTa. Hepenko BO3HWKAET rOIOBOKPY)KEHME U HapYyLEHWE OpUEHTALMM B
npocTpaHcTBe. Bo BpeMsi npucTyna MOXKET BO3HMKATb Pa3apaXkMTENIbHOCTb U
NoAaBNEHHOE HAaCTPOEHMe, MPUCYTCTBOBATb BO3OYXAEHME UM, HA0OOPOT, COHNIMBOCTD.

Y HEeKOTOPpbIX NIIOAEN, CTPaAOWMNX MUTPEHbIO, NEpeA, MPUCTYNOM MOTYT NOSIBUTLCS
npeaBecTHUKM (aypa). OHM CBUAETENLCTBYIOT O CKOPOM Hayasie CUIbHOW roN0BHOM
6011. B OCHOBHOM 3TO TyMaH nepeg, rnasaMu, rofloBOKPY>KEHUE, 3pUTENIbHbIE,
TaKTUIbHbIE U C/TYXOBbIE Fa/IIOLMHALIMM, HAPYLIEHUS KOOPAMHALMM U peyn,
naakcMBoCTb. CyLecTBYHOT 4Ba NOAXOAA K IEYEHUIO MUTPEHW: CHATUE CUMMTOMOB BO
BpeMs NpucTyna u npodunakTu1ka.
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[eHeTM4yeckme PakTopbl pUCKa MUTPEHMU

BapuvaHTbl, NoBbILIaOLLME PUCK

leH

KCNK5
TRPMS8

ASTN2

BapuaHt
rs1572668
rs10456100
rs10166942
rs1925950
rs6478241
rs12260159

leHoTun
G/G
/T
/T
A/G
G/A
G/G

Bknap,
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BapwuaHTbl, CHUXatoLWue prcK

leH

RNF213
LRP1
MPPED?2
PHACTR1

BapuaHTt
rs10218452
rs10895275

rs6791480

rs4910165
rs17857135
rs11172113
rs11031122

rs9349379
rs10786156

leroTmn
A/A
/T
C/C
G/C
/T
T/C
/T
A/G
/G

MHorodakTopHble 3a6oneBaHus

Bknap,
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[loparpa

CpenHuin puck 3.97%

Baw puck 1.36%

C BO3pacTOM pacnpoCTpaHEHHOCTb NOAArpbl yBENIMYMBAETCA, MUK 3a601€BaeMOCTH
npuxoantca Ha 40-50 net. Yawe BCcTpeyaeTcs y My>kunH. B cpeaHeM nogarpa
pa3suBaeTca y 3,97 % myxumH 1 1,05% xeHwmH.

I'Iouarpa BO3HUKAET U3-3a HApPYLLEHNA pa6OTbI noyek. MoyeBast KUCNOTa NONaaaeT B
KpOBb, pa3HOCUTCA MO OPraHn3My, HakKanJIMBAETCA B OpraHaXx U TKaHAX, KakK npaBunio, B
CyCTtaBax. nepBbIM CMMNTOMOM CTAaHOBUTCA BOCMaJieHNE MENKKUX CYCTaBOB, Yalle Ha
cTonax: OHN KPACHEKT, OTEKAIOT U oonsr.

OTnoxeHne KaMHer MOYEeBOM KMCNOTbl B MOYKAX npneBoanT K NOBTOPAOLWMMCA
I'IMeﬂOHeq)pMTaM. [ns neyeHma HaszHayawT MeONKaMEeHTO3HYI0 Tepannio U guety C
HU3KUM COoaep>XaHMEM NYPUHOB U anKorosA.

[eHeTMyeckme PakTopbl pUCKa nogarpobl

BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHMXatoWue prcK
[eH BapuaHT [eHoTMN Bknap, leH BapuaHT leHoTMn Bknapg,
SLC2A9 rs12498742 A/A ABCG2 rs2231142 G/G
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XenyHokaMeHHas 6one3Hb

CpenHuin puck 6.7%

Baw puck 3.18%

[lng My>KUnMH pUCK pa3BUTUS XeNYHOKaMeHHoM BonesHu cocTaBnsiet 6,7%, a anga
XeHWUH 14,6%. Obpa3oBaHMe KaMHEN NPOMUCXOAMT U3-3a 3aCTOS XKENUM B XKETYHOM
ny3blpe U HapylweHus obMeHa BewecTB. PUCK XeNYHOKaMeHHON 6one3Hu
yBenuumMBaeTcs npmu 6epeMeHHOCTH, OXKMPEHUM U PE3KOM U3MEHEHUU BeCa, NpwU
ANUTENbHOM BHYTPUBEHHOM MUTAaHUU U NPUEME HEKOTOPbIX IEKAPCTB.

B 20% cnyuyaes 3aboneBaHue npoTekaet 6€CCMMNTOMHO. YacTo KNMHMYeckume
CMMNTOMbI MOSIBNSOTCS Yepe3 5 neT ¢ MOMeHTa 06pa30oBaHMNS KOHKpeMeHTOB. [pu
3aboneBaHumM y naumeHTa MoryT 6biTb HoWwMe 601 B NpaBom noapebepbe U
NOANOXEYHOM 06/1aCTH, KOTOPbIe OTAAKT B CMIMHY M NPAaBYHO I0NATKY.

bonu nepuoamyeckne, BOSHUKAOT U YCUMBAKOTCA NOC/E NPpUEMA XUPHOM nuwm. Yacto
COMPOBOXAAKTCA CNABOCTbIO, HEAOMOraHMEM, B34YTUEM XMBOTA, OTPLIXKKOM,
HEeYCTOMYMBBIM CTYNOM. YacTb NaLMeHTOB UCMbITbiBaeT 60iu B 06nactu cepaua (npu
oTcyTcTBMM Boner B npaBoM nogpebepobe).

NHoraa 3aboneBaHne NpoTekaeT ¢ OCTPbIMM NPUCTYNamMm 60K, KoTopble
CONpPOBOXAAOTCA TOWHOTON M pBOTOM. BO3MOXHbI MOXeNnTeHne CKiep u nerkoe
NOTEMHEHWE MOYM, KOXKHbIM 3y, KPaTKOBPEMEHHOE NOBbILEHWE TeMnepaTypbl Tena.
Mpn o6ocTpeHnmn 3aboneBaHms 1 NpUCTynax B NepBY oYepeab peLaeTcs Bonpoc o6
3KCTPEHHOM onepaumn. B ocTanbHbIX CNy4asx Bpayum Npuaep>KMBatoTCs
KOHCEePBAaTUBHOIO NeYeHMusl.
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[eHeTnyecKkne MaKTopbl pUCKA XKENYHO-KAMEHHOM

6onesnu
Bapl/IaHTbI, nosbllWaOWmne pnUck BapmaHTm, CHMXarwuwme pncK
leH BapuaHT TeHOTMN Bknan leH BapuaHT FeHoTHN Bknan
HNF1A rs1169288 A/A ABCG5 rs11887534 G/G
DDX17 rs12004 T/G ANPEP rs17240268 G/A
UGT1A1 rs2070959 A/G LRBA rs2290846 G/G
ATP8B1 rs12968116 /T
GCKR rs1260326 /T
HNF4A rs1800961 ¢/C
FUT2 rs601338 A/G

SERPINAL  rs28929474 c/C
SLC10A2 rs56398830 G/G
JMID1C rs1935 G/C
ABCB4 rs45575636 c/C

106



IeoeoeteReRe

SO0 0O SRR RORRORRORRORRORRRRRRRRRRRORRRRRRORRRRRRRRRRRRRRRORRS MHOFOd)aKTOprIe 3360ﬂeBaHVlﬂ 40

SO0 RRORRRRRRRRORRRRRRRRRRRRRRO RO RRRRRORRORRRRRORRRORRORRRRRORROROORROROROY

MoyekaMeHHasa 6one3Hb

CpenHuin puck 5.5%

Baw puck 1.44%

MouekameHHas 6one3Hb BCTpeyaeTcs npuMepHo y 13% HaceneHus, yale BCero B
Bo3pacte 25-50 net. OcHOBHas npmynHa 3aboneBaHns — HapyleHMe obMeHa
BELLECTB, NpusoaaLiee K 06pa3oBaHMI0 HEPACTBOPUMbIX COJMEN, U3 KOTOPbIX U
dhopMuUpyOTCS KaMHKU — ypaTbl, docdaTtbl, okcanatbl. OCHOBHbIE CMMNTOMbI BonesHn —
60nb, NosiBNEHME KPOBM B MOYe, pacCTPOMCTBO MOYENCNYCKaHMS BNAOTbL 4O OCTPOM
3a[ePXKNU MOYM.

Bonu HocaT HecTepnMMbI XapakTep, 00bIYHO MNOABAAKOTCS B MOSACHUYHOM 061acTH
CNeBa MM CripaBa, MOTYT pacnpoCTPaHATLCS BHU3 XMBOTA M 0611acTb naxa. YacTto 3t
CMMMTOMbI MPOBOLMPYIOTCS ABUXKEHMEM, U3MEHEHMEM TMONIOXEHUS TENA WU
bU3nYECKMMU Harpy3kaMu. JleueHne 3aBUCUT OT MECTOMOJOXKEHUS, Pa3MEPOB, COCTaBa
KaMH$ U Hannums OCNIOXHEHWIA.

OAHMM 13 HanMeHee TPaBMAaTUUYHbIX METOA0B SBMSETCS IHAOCKONMYECKas KOHTAKTHas
AMTOTPUNCKS (MaNOMHBA3MBHbIM CNocob apobnexHns kamHen). MNpu onTUManbHOM
pa3Mepe U CoCTaBe KaMHeN BO3MOXHO UX pa3pyLleHne YNbTPa3BYyKOM.

[eHeTnyecKkne PakTopbl pUCKa MOYeKaMeHHOM

6onesnu

BapmaHTm, nosbllWawOWmne pnUck BapVIaHTbI, CHMXarwuwme pncK
leH BapwuaHT leHoTun Bknag, leH BapwuaHt leHotun Bknag,
RGS14 rs12654812 G/A - rs7627468 G/G

ALPL rs1256328 c/C
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CaxapHbin anabet 2 TMNa

CpenHuin puck 6.25%

Baw puck 0.34%

B cpeaHem B nonynauuu caxapHbi AnabeTt BTOPOro TMNa pa3BMBAETCS C BEPOSTHOCTLHO
4,37 % y XXeHLWMH 1 6,25% y My>xunH. [pu caxapHoM gmabeTe BTOPOro TMMNa CHUXKAETCs
YyBCTBUTE/IbHOCTb TKAHEM K AEeNCTBUIO MHCYSIMHA M BO3HUKAET
MHCY/IMHOPE3UCTEHTHOCTb. IHCYNMH — FOPMOH NOAXKENYA04YHOM XKene3bl, KOTOPbIN
fenaet MeMbpaHy KNeTok NPOHULLAEMON ANS FNHOKO3bl M Y4acTBYyeT B 0OMEHHbIX
npoueccax B OpraHu3me.

[pY CHUXKEHMM YYBCTBUTENBHOCTM KNIETOK K MHCY/IMHY, TIIOKO3a HE MOXET NonacTb B
KNETKM U UMPKYIMPYET B KpOBU. KNeTkn opraHM3ma He Nosly4atoT 4OCTaTOMHO 3HEPTruu.
MHCYNMH NpY 3TOM CUHTE3MPYETCS B HOPMAJbHbIX M AAXe MOBbILLEHHbIX KOMYECTBAX,
MCTOLLASA KNETKM NOLXKENYA0UYHOM XKenesbl.

Mpu caxapHoM guabeTte y NnauMeHTa Xaxaa U CyxocTb BO pTy, 06unbHOe
MOYeuncnycKaHue, 3y KOXu, cnabocTb, OKMpeHHUe, MI0X0 3aXKMBAKOT paHbl. JleyeHune
AvabeTta BTOPOro TMnNa HAa4YMHAETCA C ANETbl U yMepeHHOM dr3mMyeckom Harpysku. Ha
6onee no3gHUX CTaamsax 3aboneBaHms UCMNONb3YIOT JIEKAPCTBEHHbIE NPenapaTsbl,
KOTOpPble CHMXAKOT BCACbIBAHUE [HOKO3bl B KMLLEYHUKE N €€ CUHTE3 B NEYEHU, U
MOBbIWAKT YYBCTBUTENBHOCTb TKAHEN K UHCY/IUHY.
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[eHeTHMUeckmne GakTopbl pMcKa caxapHoro amMabeta

2 TMNa
Bapl/IaHTbI, nosbllWaOWmne pnUck BapMaHTbI, CHMXarwuwme pncK
[eH BapuaHt [eHoTMN Bknap, leH BapuaHnt FeHoTUN Bknap,
CDKAL1 rs7756992 G/G TCF7L2 rs7903146 C/C
MC4R rs12970134 A/A WFS1 rs1801214 C/C
SLC30AS8 rs3802177 G/G ANKRDS55 rs459193 A/A
TLE1 rs2796441 G/G CDKN2A/B  rs10811661 T/C
COBLL1 rs13389219 C/C FTO rs7185735 A/A
- rs1063355 G/G ST6GAL1 rs3887925 C/C
MBNL1 rs4472028 T/T ADCY5 rs11708067 A/G
FAM101A rs825476 T/T - rs2867125 /T
IGF2BP2 rs7651090 A/G ZZEF1 rs8068804 G/G
SPHKAP rs7561798 G/G GIPR rs8108269 T/T
- rs2820426 G/G - rs1359790 G/A
MTNR1B rs10830963 C/G - rs11257655 C/C
ANK1 rs516946 C/C PITPNM2 rs940904 A/G
HMG20A rs7177055 A/A - rs576674 A/A
C5orf37 rs2307111 T/T EYA2 rs6066138 G/A
ARAP1 rs1552224 A/A GCKR rs780094 c/T
UBE2E2 rs1496653 A/A SUGP1 rs10401969 T/T
KLHDC5 rs10842994 Cc/C ADAMTS9/ rs6795735 /T
MIR548A2

NFKBIL1 rs2857605 T/T PROX1 rs340874 C/T
- rs17411031 Cc/C CDKN2B rs1063192 A/G
CMIP rs2925979 C/T C2CD4A rs4502156 T/C
- rs12617659 Cc/C

ATXN7 rs2292662 C/C

KCNJ11 rs5215 T/C

KCNOQ1 rs2237892 Cc/C

ANKH rs146886108 Cc/C

HNF1B rs11651755 T/C
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Bapuko3sHoe paclumpeHumne BeH

CpenHuin puck 27.8%

Baw puck 19.29%

Bapurko3Hoe paclumpeHune BeH B 3aBUCMMOCTU OT nonynsaumm scrpeyvaetca y 10-30%
MWPOBOr0 HaCeNeHus 1 Yalle pa3BuBaETCs Y XeHWMUH. OCHOBHOM NPUYNHOM
BO3HMKHOBEHMSI BAPMKO3HOIO PaCLUMPEHUS BEH SBNSETCA HapyLleHne QyHKLMM
BEHO3HbIX KnanaHoB. KnanaHbl B BEHAX OTKPbLIBAOTCS, KOrAA KPOBb TEYET K CepALy, a
3aTeM 3aKpbIBaAKTCS, YTOObI OCTAHOBUTb OBPATHbLIM MOTOK KPOBMU.

Ecnu 3T KnanaHbl cnabble nam NOBPeXAeHHbIE, KPOBb MOXKET TeUb HA3ag, U
CKanavBaTbCs B BEHE, Bbi3blBasi €€ pacTshkeHne U ckpyumnBaHume. K dakTopam pucka
BapMKO3HOIO pacCLUMPEHUS OTHOCATCS OTATOLLEHHAs HACNeACTBEHHOCTb, XXEHCKUIA Mo,
MOXWNOWM BO3pacT, Macca Tena, 6epeMeHHOCTb, CTos4as paboTa U HEKOTOpbIe Apyrue
dakTopbl. CUMNTOMbI BAPMKO3HOIO paclUMpPeHUsi BEH BK/IOYAIOT B cebs npocTynatowme
Ha KOXHbIX MOKPOBaX BEHbl TEMHO-(UONETOBOIO MM CUHETO LBETA, CKPYUYEHHbIE U
BbIMYK/Ibl€ BEHbI, TAKXXE BO3MOXHO OLLYLLEHWUE GO UM TXKECTU B HOTAX, XOKEHUS,
MyNbCaumu, MblLLEYHbIE CNA3Mbl U OTEKM rojieHel, 06ocTpeHne 60M nocie JoNroro
CUAEHUS UMW CTOSIHUS, 3y, BOKPYT OLHOW MM HECKONIbKUX BEH, U3MEHEHME LiBETA KOXKM
BOKPYI BAPUKO3HO PaCLUMPEHHOM BEHbI.

JleyeHue 3aBUCHT OT CTaaUM NATONOMMYECKOrO NpoLLecca 1 ero cMMnNToMoB. Ha
HaYaNbHbIX CTAAMSX M NMPU OTCYTCTBMM Y NaLMEHTA AMCKOMDOPTA IEYEHNE MOXKET He
npoBoauTtbes. Cpean MeToLOB JIeYeHMs eCTb YAaNEeHUE BAPUKO3HO PACLUIMPEHHbBIX BEH,
a TakXXe CKIenBaHME CTEHOK BEH C Lie/blo MpeKpaLLeHMs KpOBOTOKa.

[eHeTnyecKkne GakTopbl pUCKa BAPUKO3HOIO
paclwmMpeHns BeH

BapuaHTbl, NoBbiWwatoLme puck

leH BapuaHT [eHoTMN Bknap,

RSPO3 rs9491696 C/C
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ba3anbHOKNETOUYHbIM PAK KOXM

CpenHuin puck 36%

Baw puck 20.96%

Bbasannoma - 3T0 onyxonb, MeaIEHHO PACNPOCTPAHAIOLLANCS B MOBEPXHOCTHOM C/10€
Koxun. OHa coctaBnget 70-75% cnyyaes paka Koxu. Yawe Bcero obHapyxmBaeTcs B
Bo3pacte nocne 50 net, B 04eHb peaknx Cnyqanx MOXeT NosaBaaTbCs Y AeTen U
MOAPOCTKOB.

Y MY>UMH U XKEHLUMH BCTPEYAeTCs C OAMHAKOBOMW YacToToM. 1o cTeneHun TaxecTn
3aHMMAET NPOMEXYTOYHOE MONOXEHUe Mexay A06poKaYeCTBEHHbIMU U
3/10Ka4yeCcTBeHHbIMU onyXonsiMu. OCHOBHbIE NPUYMHBI BO3HUKHOBEHUS — ANUTENIbHOE
npebbiBaHME HA CONHLE, MOHM3UPYIOLLEE U3/TyYeHME, BO3AENCTBME KAHLLEPOreHHbIX
BELLeCTB M reHeTnyeckas npeapacrnonoXeHHOCTb.

bazannoma, Kak NpaBuio, NOABASETCS HA OTKPbITbIX KOXHbIX NOKPOBaX.
MN3nt061eHHbIMM MECTaMM IOKANU3aLmm SBNAKOTCS BEPXHSAS ryba, Yroiku rnas, Kpbiibs
HOCa M HocorybHble cknaaku. HecMoTps Ha fo0BONbHO 6onblioe pa3Hoobpasume
KNMHUYeckux hopm, 6azanmoma obbl4HO BbIrSAMT Kak HEGO/bLIOE AOBOSILHO MAOTHOE
6e3bone3HeHHOe 06pa3oBaHuMe (Y3eNn0K), KOTOPOE BO3BbIWAETCS HAf YPOBHEM KOXM.

3aTeM OHO NOKPbIBAETCS KOPOUYKOM U NOCTENEHHO, B TEYEHNE HECKOIbKMX MeCSLLEB UK
NneT, pa3pacTaeTcs M HAYMHAET KPOBOTOUUTb, 06pasys A3Bbl. YBEMUYMBASCL B pa3mepax,
6azannoma paspylaet Haxoaalmecs paaoM TKAHU U MOXKET NOPaXkaTb YXKe MblLLbl U
KocTu. Ecnn onyxonb 3aTparMBaeT HepB, TO BO3HMKAET BbIpAXKEHHbIN 6oneBo
CUHAOPOM.

CywecTByeT HeCKonbko cnocoboB neyveHuns atoro 3abonesaHus. Cpeam HUX: y4eBOMN,
XUPYpruyeckmii, KOMOMHUPOBAHHbLIN (Ty4E€BOM U XUPYPTrUYECKUR), NeKapCTBEHHbIN
(BO3pencTBME ManbIX 403 LMTOCTAaTUYECKMX NPENAPATOB), KPUOTrEeHHbIM U NA3epHbIN.
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[eHeTHMUeckmne GakTopbl pMcka 6a3anbHOKIETOYHOO

paka KoM
Bapl/IaHTbI, nosbllWaOWmne pnUck BapMaHTbI, CHMXarwuwme pncK
FeH BapuaHT Fenotun Bknan Fen BapuaHT Fewotun Bknan
- rs2080303 T/T - rs57244888 T/C
- rs10810657 A/A IRF4 rs12203592 c/C
= rs35407 G/G = rs2116709 T/T
- rs4710154 AT - rs157935 T/G
= rs62291440 G/T = rs57142672 A/A
- rs12210050 c/C
TYR rs1126809 G/G
- rs214785 T/T
UBAC2 rs7335046 c/C
MC1R rs1805007 c/C

= rs11993814 /T
- rs7907606 T/T
KRT5 rs11170164 C/C
- rs421284 T/C
= rs7874604 T/C
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OXxunpeHue

CpenHuin puck 37.9%

Baw puck 20.06%

KonuuectBo cnyvyaeB 0XXMpPEHUS pacTeT C KaXAbIM rofoM u yxe npesbicnno 500 MaH
yenoBek BO BCeM Mupe. B cpeaHeM 3aboneBaHme BCTpeyvaetcs 'y 37,9% My>XUnH U
41,1% xeHwwmH. 3aboneBaHne Bbi3BaHO HEMPABMU/bHBIM 06PA30M XM3HU, HAPYLUEHUEM
NUTaHMS, HELOCTAaTOYHON HU3MYECKOM aKTUBHOCTDIO.

OxupeHue MoxeT ObITb CneacTemem apyrnx bonesHen: caxapHoro aMabera 2 tmna,
cuHApoMa KylumHra unu runotnmpeosa. Ha nepson ctagmm 0XMpeHns nosiBNaeTcs
0AblLWKa, ObICTPAs YTOMASEMOCTb, NOBbILEHHAs NOTAMBOCTb, 3aM0pbl U B34YTHE XMBOTA.
3aTeM CKOMnaeHne XMPOBOM TKaHM B OPIOLLIHOM MONOCTU CAABNMBAET U NPUMNOAHUMAET
Anadparmy, Bbi3blBast AblXaTeNbHY HEAOCTAaTOYHOCTD.

>KMBOT yBENIMUMBAETCS, BOZHMKAET OLLYLLEHME THKECTU (0COBEHHO nocse eapl), K
BEYepy OTeKaT HOru. MaLUMeHTbl MEHbLLE ABUrAOTCS, HEKOTOPbIE HE BbIXOASAT U3
KBApTMPbl U HYXXAAKTCA B MOMOLK. N9 NeYeHUs 0KMPEHNUS MPUMEHSIIOT KOMIIEKC
METO/MI0B: INETA, PEryNsipHble DU3NYECKME YNPAKHEHUA U NEKAPCTBEHHAA MOAAEPXKKaA.

[eHeTHMyecKkne @aKTopbl pUCKa OXMPEHUS

BapuaHTbI, CHMXaloLWMe puck

[eH BapwuaHT [eHOTMN Bknan
FTO rs9930333 T/T
FAIM2 rs7132908 G/G
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HacnencreseHHble
3200/1eBaHUS

Pa3Butre HacneaCcTBEHHbIX 3a60/1€BaHMI HACTONIbKO CUM/IbHO OonpeaensieTcs
reHeTMYeCKMMMN 0COBEHHOCTSIMM, YTO HEKOTOpPbIE M3 TaKMX 3ab0eBaHUI NPOABASOTCS
yXe B yTpobe matepu. [1pn 3TOM BHewwHUe GakTopbl (HANpUMep, NUTaHME, IKONOTUS U
Apyrve) nnbo BOBCE He UrPaKT HUKAKOM POSIM B Pa3BUTUM HACIEACTBEHHbIX
3aboneBaHun, TMOO 0Ka3bIBAOT MUHMMANbHOE BIIUSHUE.

B naHHOM pa3sgene nokasaHbl pe3ynbTaTbl 4151 KOHKPETHbIX FEHETUYECKUX BAPUAHTOB,
KOTOpble€ MOTYT ObITb MPU3HAKaMM HacNeACTBEHHbIX 3a60seBaHMi. MHOTME U3 3TUX
MYTaLMiA SBNAIOTCA PELLEECCUBHBIM, YTO O3HAYAET, YTO OHM PEanuU3yTCA TONbKO KOraa y
BaC eCTb ABa BapMaHTa reHa, Kaxaplit M3 KOTOPbIX YHACNeA0BaH OT OHOr0 U3
poauTenei. Ecnu Bbl yHacnenoBanu ToNbKO OAMH BapuaHT reHa, Bbl SIBNSETECH
«HocuTenem» 3abonesaHuna. Hocutenu ob6bIMHO HE UMEIDT 3a60NEBAHMS, HO MOTYT
nepenatb BapMaHT reHa CBOMM [IETAM.

ObpaTtnTe BHMMAHUE, YTO UCCIEe0BAHHbIE HAMM NMOAMMOP(dU3Mbl OXBATbIBAKOT TONIbKO
HEKOTOPOE MOAMHOXECTBO BO3MOXHbIX BAPUAHTOB, KOTOPbIE MOTYT ObITb CBSA3aHbI C
3aboneBaHuneM. TakuM 06pa3oM, y BaC MOryT MPUCYTCTBOBATL U Apyrue
NONIMMOP®OU3MbI, HE OXBAYEHHbIE HALUMM TECTOM.
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Bce nccnenoBaHHble HAce4CTBEHHbIe
3a00/1eBaHMUS

HazsaHue Craryc

PewetyaTas auctpodus porosumubl, Tmn 1 He BbiSiBNEHO MyTauui
PeweTtuaTas amctpodus porosumubl, Tmn 3A He BbiSBNEHO MyTaL M
AyTOCOMHO-peLeccMBHas atpodums 3puTeNbHOMO HEPBa He BbigBneHO MyTaLmi
AMmnnomnaos, cBzaHHbIN € reHom TTR He BbiSIBNEHO MyTauui
beta-Tanaccemus He BbIsSIBIeHO MyTauui
bonesHb Kpabbe He BbiSiBNeHO MyTaLmi
bonesHb Nomne He BbigBNeHO MyTaL i
BpoxpeHHas amerakapvoumTapHas TpoMboumToneHms He BbiSBNEHO MyTaLMi
lnytaposas aumaypus, Tvn 1 He BbiiBNEHO MyTaL M
Hedbnunt npekannmkpenHa He BbigBNeHO MyTaLmi
LeduumnT cnHTeTasbl ronokapbokcmMnasbl He BbisSIBNEHO MyTauui
Oedunumnt pakropa Xl He BbiSiBNEHO MyTaL M
HepoctatouHOCTb GBMOTMHMAA3DI He BbISiBNEHO MyTaL MK
CuHppom Rh-Honb He BbIIBNEHO MyTaL M
Cunppom Mak Kblocaka-KaydmaHa He BbiiBNeHO MyTaL M
CuHppom yaanHeHHoro QT He BbigBNeHO MyTaLmi
Cnactnyeckas atakcus Lapnesya-CaxeHé He BbiSsBNeHO MyTaL M
ATakcus-TeneaHrnaktasma (cuHgpom Jlym-bap) He BbiSsBNeHO MyTaLMi
TuposnHemus He BbiSiBNEHO MyTaLuMi
Tpombodunus, cBa3aHHas ¢ aedhekToM TPOMOMHA He BbiSIBNEHO MyTauui
Knaccmyeckas roMouucTuHypums He BbisBNeHO MyTaLmi
lfomoumcTuHypums, TMn cblE He BbigsBneHO MyTaLmi
bonesHb WTaprapara, Tn 1 He BbigsBNeHO MyTaLmMi
bonesHb MNpke, TMN 1a He BbIsSIBIEHO MyTauui
bonesHb MNpke, Tvn 1b He BbigsBneHO MyTaLmi
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HassaHue

HecuHnpapomanbHas Tyroyxocts, DFNB1
HecrHppomanbHas Tyroyxocts, DFNB59
HecnnopomanbHas Tyroyxoctb, DFNB9
X-cuenneHHas noteps ciyxa, tun 1
X-cuenneHHas noteps cnyxa, Tun 4
AyTOCOMHO-AOMMHAHTHAs noTeps ciyxa, Tun 2B
AyTOCOMHO-LOMWHaHTHAasa noTeps cayxa, Tun 3A
AyTOCOMHO-peLeccMBHag noTeps ciyxa, mn 1A
AyTOCOMHO-peLecCcMBHas notTeps cayxa, Tmn 2
AyTocoMHo-peLeccMBHas noteps cnyxa, Tun 3
AyTOCOMHO-peLieccuBHas noteps cnyxa, vn 4
Cunppom MapdaHa, Tmn 2

CuHppom ykopoudeHHoro QT, Tun 3

AmaBpo3 Jlebepa, TMn 1

AmaBpo3 Jlebepa, TMn 2

AmaBpo3 Jlebepa, TMn 3

AmaBpo3 Jlebepa, TMn 4

Amagpo3 Jlebepa, TMn 5

Amaspo3 Jlebepa, Tvn 6

AmaBpos3 Jlebepa, Tvn 7

AmaBpos Jlebepa, Tvn 8

Amaspo3 Jlebepa, Tvn 9

AmaBpos3 Jlebepa, Tvn 10

AmaBpos Jlebepa, Tun 11

AmaBpo3 Jlebepa, TMn 13

AmaBpos Jlebepa, Tvn 15

Amagpos3 Jlebepa, TMn 16

Amaspos3 Jlebepa, Tvn 17
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Cratyc

He BbiiBNeHO

He BbisBNEHO

He BbigaBneHo

He BbigaBneHo

He BbiiBNEHO

He BbisiBNeHoO

He BbigaBneHo

He BbisBNEHO

He BbissBNeHO

He BbigaBneHo

He BbiiBNEHO

He BbissBNEeHO

He BbigaBneHo

He BbiiBNeHO

He BbisBNeHO

He BbigaBneHo

He BbiiBNeHO

He BbisBNeHO

He BbigaBneHo

He BbiiBNeHO

He BbisBNEHO

He BbigaBneHo

He BbiiBNeHoO

He BbisBNEHO

He BbigaBneHo

He BbigaBneHo

He BbiiBNEHO

He BbisiBNeHO

MyTauum
MyTaLmi
MyTaLmm
MyTauum
MyTaLmim
MyTaLmim
MyTauun
MyTaumi
MyTaLmi
MyTauum
MyTauum
MyTaLmi
MyTauumn
MyTauum
MyTaLumim
MyTaLmm
MyTauum
MyTaLmi
MyTaLmm
MyTauun
MyTaLumim
MyTaLmim
MyTauun
MyTaLumim
MyTaLmi
MyTauum
MyTaLumim

MyTaLmim
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HazsaHue

Ouctpodma porosuubl Jlnwa

Ouctpodusa porosuubl Dykca, Tmn 6

Ouctpodusa porosuubl Pykca, Tvn 8
AYTOMMMYHHbI NOIMIHAOKPUHHbLINA CUHAPOM, Tvn 1
bonesHb Bunnebpanaa, tun 1

bonesHb HumanHa-Muka, Tun A

bone3nb HumaHHa-MNuka, TMn B

bone3Hb HuMaHHa-MNuka, Tvn C1

bonesHb HumaHHa-Muka, Tmun C2

PacwennHa BepxHer rybol n pacwenuHa Heba, tun 11

PacwenunHa BepxHe rybol U pacwenuHa Heba, Tun 5
BpoxaéHHas cTauMoHapHas HOYHaga cenoTa, Tun 1A
BpoxpéHHas cTauMoHapHas HoYHas cnenota, Tun 1B
BpoxaéHHas cTauMoHapHag HouHas cnenota, Tun 1C
BpoxaéHHas cTauMoHapHas HoYHas cnenota, Tun 1E
BpoxpéHHas cTauMoHapHas HoYHag cnenota, Tun 1F
BpoxaéHHasi cTauMoHapHas HoYHaga cienoTa, TMn 2A
BpoxaéHHasi cTauMoHapHas HoYHas cnenoTa, Tun 2B
Knaccuuyeckast ranakrosemus

lanakTo3emus, Tmn 2

[anakTo3emus, TMn 3

lemoxpomaTto3s, Tun 1

lemoxpomaTtos, Tmn 2A

feMoxpomaTo3, Tun 2B

eMoxpomaTo3s, TMn 3

emoxpomaTtos, Tun 4

Hednumt 3-mMeTunkpoToHun-KoA kapbokcmnasbl, Tun 1

Oedunumnt 3-metnunkpoToHmn-KoA kapbokcmnasbl, Tmn 2
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Cratyc

He BbISIBNEHO
He BbISiBNEHO
He BbIsiBNeHO
He BbisiBNEHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNeHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNEHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNeHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNEHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNeHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNeHO
He BbISIBNEHO
He BbISIBNEHO
He BbIsiBNeHO
He BbisiBNEHO
He BbISIBNEHO

He BbisiBNeHO

MyTauum
MyTaLmi
MyTaLmm
MyTauum
MyTaLmim
MyTaLmim
MyTauun
MyTaumi
MyTaLmi
MyTauum
MyTauum
MyTaLmi
MyTauumn
MyTauum
MyTaLumim
MyTaLmm
MyTauum
MyTaLmi
MyTaLmm
MyTauun
MyTaLumim
MyTaLmim
MyTauun
MyTaLumim
MyTaLmi
MyTauum
MyTaLumim

MyTaLmim

IeoeoeteReRe
IeseoeteRtee
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HazBaHue
HOednumt 2-MeTunbytnpun-KoA germpporeHassl
Hednunt n3obytupun-KoA nermaporeHassl

MeTMnManoHoOBaa aumMaypus, CBg3aHHas ¢ 4edbmunTom
mMeTunManoHun-KoA sanumepassl

MeTunmManoHoBas aumaypus, Tmn cblA
MeTunmanoHoBas aumaypus, Tun cblB
MeTunmanoHoBas aumaypus, Tun cblC

MeTunmanoHoBasg aumaypms, Tmun mut0, He oTBeyYaKLaa Ha
Tepanuio BUTaMUHOM B12

HacnepctBeHHas dopma paka MONOYHOM XKene3bl
HacnenctBeHHbI chepoumTos, TMn 1
HacnencteeHHbi chepoumnTos, Tun 4
HacneactBeHHbIn chepoumTtos, TMn 5
MNceBgoBUTaMMH-D-aedUUMTHBIA paxuT, TMn 1A
MNcesgoBuTaMMH-D-pedunumMTHBIM paxuT, Tun 1B
Cunppom Kpurnepa-Hanspa, tun 1

Cunapom Kpurnepa-Hanspa, mn 2
UuTtpynnuHemums, Tnn 1

UuntpynanHemus, tmn 2
AyTOCOMHO-peLecCcHBHbIV BynnesHbii 3NnaepmMonns

bynnesHblit anMaepMonms B COMETaHUU C OrpaHUYEHHbIM
OTCYTCTBMEM KOXM U AedopmMaLmen HorTewn

bynnesHbit annpepmonus lepautua

bynnesHbIvi annaepMonms ¢ atpesnen NUIopMYECcKoro oTaena
Xenyaka

bynnesHbin anuaepmonus ¢ 3yaom
OrpaHu4yeHHbI BynnesHbln aNnaepMonns

MpocToit ayTOCOMHO-peLeCcCUBHbIN Bynne3HbIN 3NMAepPMONnu3,
Tmn 1

lMpoCTOM ayTOCOMHO-peLEeCCUBHbIN BYNE3HbIN 3NUAEPMONUs,
™n 2
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HacnenctBeHHble 3ab6os1ieBaHNS

Cratyc
He BbISiBNEHO MyTaLmMi
He BbiSIBNEHO MyTauui

He BbisBNEHO MyTaLMi

He BbiSIBNEHO MyTauui
He BbisBNEHO MyTaL M
He BbISiBNEHO MyTaLMi

He BbISiBAEHO MyTauui

He BbISiBNEHO MyTaL MK
He BbiSIBAEHO MyTauui
He BbiSsBNEHO MyTaL M
He BbISiBNEHO MyTaLMi
He BbiSIBNeHO MyTauui
He BbiSsBNeHO MyTaLMi
He BbISiBNEHO MyTaLuMi
He BbiSIBNEHO MyTauuit
He BbiSiBNEHO MyTaLMii
He BbiSiBNeHO MyTaL MK
He BbISIBNEHO MyTauui

He BbIsSIBIeHO MyTauui

He BbISIBNEHO MyTauui

He BbiSsBNeHO MyTaLMi

He BbisSIBNEHO MyTauui
He BbiSsBNeHO MyTaL M

He BbISiBNEHO MyTaLMK

He BbisiBNEHO MyTaLMid

IeoeoeteReRe
IeseoeteRtee
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HazBaHue

MpocToit 6ynnesHbl aNMAEPMONN3 C aTpe3NEN NMUMNOPUYECKOTO
oTLeNa xenyaka

AnpeHoreHnTanbHbIM CMHAPOM BCneacTeme geduumnta 17-anbda-

rmapoKcunasbl

ALpeHOreHUTanbHbIM CMHAPOM BCNeACTBME AeduumuTa
21-rmapokcunassl

ALpeHOreHUTanbHbIM CMHAPOM BCNeacTBMe geduumnta 3-beta-
rMAPOKCUCTEPOM AeruaporeHassl

ALpeHOreHuTanbHbIi CMHAPOM BCeacTeune aeduumTa
oKcMpeaykTasbl uuToxpoma P450

BpO)K,EI.eHHaﬂ nnounaHaa rmnepnnasna Kopbl HaANMOYe4YHUKOB

AL peHoreHuTanbHbI CMHAPOM BCnencTeue geduumta 11-6eta-
rMAPOKCHAA3bI

KoHeyHoCTHO-nosicHaga muoanctpodums, Tun 2D
KoHeyHoCTHO-nosicHas Muoanctpodus, Tmn 2E
KoHeyHocTHO-nosicHag muoanctpodus, Tun C
Mykonunugos, Tmn 2

Mykonunupaos, Tmn 3-anbda/beta
Mykonunuaos, Tun 3-ramMma

Mykonunugos, Tun 4

HecoBepuieHHbIN ocTeoreHes, TMn 6
HecoBepleHHbIN ocTeoreHes, Tmn 7
HecoBepuieHHbI ocTeoreHes, TMn 8
HecoBepueHHbIN ocTeoreHes, Tun 9
HecoBepuieHHbIl ocTeoreHes, Tun 10
HecoBepuieHHbIh ocTeoreHes, Tun 11
HecoBepLieHHbI ocTeoreHes, Tun 13
HecoBepuieHHbIl ocTeoreHes, Tun 15
[MUrMEeHTHbIM peTUHUT, TMN 4

[MUrMeHTHbIN PeTUHUT, TN 12

MurmMeHTHbIN peTuHUT, TMN 20
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HacnenctBeHHble 3ab6os1ieBaHNS

Cratyc

He BbiiBNeHO

He BbigaBneHo

He BbissBNEHO

He BbisBNEHO

He BbiiBNeHO

He BbigaBneHo

He BbiiBNeHO

He BbiSBNEHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNeHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNeHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNeHO
He BbISIBNEHO
He BbISIBNEHO
He BbIsiBNeHO
He BbISBNEHO
He BbISIBNEHO
He BbISiBNEHO
He BbISiBNEHO

He BbiiBNEHO

MyTauum

MyTaLmi

MyTaLmi

MyTaLumim

MyTauun

MyTaLmi

MyTauum

MyTauum
MyTauum
MyTaLumim
MyTaLmi
MyTauum
MyTaLmi
MyTaLmm
MyTauun
MyTaLumim
MyTaLmi
MyTauun
MyTaLumi
MyTaLmim
MyTauum
MyTaumim
MyTaLmim
MyTauun

MyTaumi

IeoeoeteReRe
IeseoeteRtee
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HassaHue

[MUrMEeHTHbIM peTUHUT, TMN 26

MMUrMeHTHbIN peTUHUT, TUN 28

[MUrMEeHTHbIA peTUHUT, TMN 38

[MUrMeHTHbIN peTUHUT, TN 49

MUrmMeHTHbIN peTnHuT, TMN 50

[MUrMEeHTHbIM PETUHUT, TMN 56

[MMrMeHTHbIN peTUHUT, TMN 59

[MUrMeHTHbIN peTUHUT, TUN 68

[MUrMEeHTHbIM PETUHUT, TMN 69

Cunppom Ywepa, Tvn 1

CuHgpom Ywepa, Tun 3

CuHppoM nepca-Lannoca, Tmn 3

CuHppom dnepca-HdaHnoca, TMn 6
AyTOCOMHO-peLecCcMBHbIM CMHAPOM dnepca-fannoca, Tvn 4
AyTOCOMHO-peLLeCCMBHBIM CMHAPOM Dnepca-Lannoca, Tmn 7
BpoxxaeHHbIN HeppoTHUeckuii CMHAPOM, TMN 1
BpoxaeHHbIN HeEPPOTUYECKMIA CUHAPOM, TUN 2
BpoxxaeHHbIN HePPOTUYECKMIA CUHAPOM, TUM 3
BpoxxaeHHbIN He@poTHMUECKMIA CMHAPOM, TUN 4
BpoxaeHHbI HedpOoTHMUYECKUI CMHAPOM, TUN 5
BpoxaeHHbIn HedpoTUUECKUA CMHAPOM, TUN 9
bonesHb kneHoBoro cupona, Tun 1la

bonesHb kneHosoro cupona, Tun 1b

CuHppom BaapaoeHbypra, Tvn 2A
D-budyHKuMOHaNbHas 3H3MMONATUS
GM1-raHrnnMo3npos

GRACILE-cuHopom

AHemMuna MaHKOHM

121

HacnenctBeHHble 3ab6os1ieBaHNS

Cratyc

He BbISIBNEHO
He BbISiBNEHO
He BbIsiBNeHO
He BbisiBNEHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNeHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNEHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNeHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNEHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNeHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNeHO
He BbISIBNEHO
He BbISIBNEHO
He BbIsiBNeHO
He BbisiBNEHO
He BbISIBNEHO

He BbisiBNeHO

MyTauum
MyTaLmi
MyTaLmm
MyTauum
MyTaLmim
MyTaLmim
MyTauun
MyTaumi
MyTaLmi
MyTauum
MyTauum
MyTaLmi
MyTauumn
MyTauum
MyTaLumim
MyTaLmm
MyTauum
MyTaLmi
MyTaLmm
MyTauun
MyTaLumim
MyTaLmim
MyTauun
MyTaLumim
MyTaLmi
MyTauum
MyTaLumim

MyTaLmim

IeoeoeteReRe
IeseoeteRtee
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HaseaHue

AyTOCOMHO-peLEeCcCMBHbIM NOIMKMUCTO3 NOYeK
bonesHb BunbcoHa-KoHoBanosa

bonesHb MNowe

bonesHb KaH3B3H

bonesnb Canna

bonesnb Teg-Cakca

BpoxaeHHble HapyLieHMs INMKO3MAnpoBaHus, TMn 1a
CeMeNHbIN rMNepuHCYNNNHN3M, CBA3aHHbIN ¢ reHoM ABCCS
femodunmsa A

CuHppom AnbcTpéma

[MnepTpoduyeckas KapanoMmonaTms, CBA3aHHas C reHoM
MYBPC3

LednumnT 3-ruapokcm-3-MeTUArnyTapmun-Ko3H3num A nuasbl
LeduumnT apruHMHOCYKLMHATAMA3bI

Oeduumnt 6eta-keToTMoNasbl

Ledunumnt rnoko3o-6-bocdataernaporeHassl

Deduumnt nunonpoTenHAnnasbl

Oeduumnt npotpomMburHa

Oeduumnt pakropa V

KoMbuHMpOoBaHHbIN fePUUnUT BUTaMUH-K 3aBUCUMBIX PaKTOpPOB
CBepTbIBaAHUA

MykoBucuMa03
Mykononucaxapugo3 1 tuna
HacneactseHHas HenepeHOCUMMOCTb GPYKTO3bI

HacnencteeHHas nepudepuuyeckas HelMponatus C areHesumei
MO30/IMCTOro Tena

HenpoHanbHbIN LeponaHbIA NMNOPYCLMHO3, CBA3aHHHbIN C
reHoM CLN5

HeipoHanbHbIN LepouaHbIA AMNOQYCLMHO3, CBA3AHHHbIN C
reHom PPT1

MepBUYHas runepokcanypms, TMn 2
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HacnenctBeHHble 3ab6os1ieBaHNS

Cratyc

He BbISIBNEHO
He BbISiBNEHO
He BbIsiBNeHO
He BbisiBNEHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNeHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNEHO

He BbiiBNEHO

He BbisiBNEHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNEHO
He BbISIBNEHO
He BbISiBNEHO
He BbIsiBNEHO

He BbiiBNeHO

He BbigaBneHo
He BbisBNEHO
He BbissBNEHO

He BbigaBneHo

He BbigaBneHo

He BbisBNEHO

He BbiiBNeHO

MyTauum
MyTaLmi
MyTaLmm
MyTauum
MyTaLmim
MyTaLmim
MyTauun
MyTaumi
MyTaLmi
MyTauum

MyTauum

MyTauum
MyTaLumi
MyTaLmi
MyTauun
MyTaumi
MyTaLumi
MyTauum

MyTauum

MyTauun
MyTaumi
MyTaLmi

MyTauun

MyTaLmi

MyTaLumim

MyTauum

IeoeoeteReRe
IeseoeteRtee
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HassaHue

MNepBUYHBIA CUCTEMHBIN AeDUUNT KAPHUTUHA
MNepuoamyeckas 6one3Hb

lNepMaHEeHTHbIM HEOHATA/IbHbIM CaxapHblii guaber
lNponvoHoBas aumaypus

Pusomenunueckas ToueyHas XoHLpPOAMUCMNA3NS
CemeliHag An3aBTOHOMMUS

Cunppom bapne-bupng

CuHapoM bapTtrepa, TMn 4a

CuHppom bnayma

Mporepus B3poCabIX

CuHppom JabuHa-[KoHCOoHa

Cunppowm Mentua-Erepca

Cunppom lMeHppepa

CuHppom LenbBerepa

(PpaHKO-KaHaACKUIM BapuaHT cMHapoMa Jleq, CBS3aHHbIN C reHOM
LRPPRC

Llepe6bpoTeHOMHO3HbIN X0oNnecTepos
JHTeponaTU4ecKunii akpoaepmaTuT

Oeduumnt auun-KoA-pernpgporeHassl cpefHMX Lenen
TopcuoHHaa AUCTOHUS

bonesHb CaHaxodda

Cunppowm LerpeHa-JlapccoHa

CuHapoM HulimereH
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HacnenctBeHHble 3ab6os1ieBaHNS

Cratyc

He BbISIBNEHO
He BbISiBNEHO
He BbIsiBNeHO
He BbisiBNEHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNeHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNEHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNeHO
He BbISIBNEHO

He BbisBNeHO

He BbISIBNEHO
He BbISiBNEHO
He BbIsiBNEHO
He BbISIBNEHO
He BbISiBNEHO
He BbisiBNEHO

He BbiiBNeHO

MyTauum
MyTaLmi
MyTaLmm
MyTauum
MyTaLmim
MyTaLmim
MyTauun
MyTaumi
MyTaLmi
MyTauum
MyTauum
MyTaLmi
MyTauumn
MyTauum

MyTaLumim

MyTaumi
MyTaLumi
MyTauum
MyTauum
MyTaLumm
MyTaLui

MyTauum

IeoeoeteReRe
IeseoeteRtee






Pucku

Ha3BaHue

Oyarosoe obbiceHMe

Ha3BaHue

Butunuro

Ha3BaHue

AHOporeHHas anoneums
Atonuyeckuii pepmaTuT
CucteMHas cknepogepmums

O6bIKHOBEHHbIe yrpu (TSkenas
$opma)

MNcopuas

Pozauea

Ha3BaHue

MenaHoMa

Baw puck

10.68%

Baw puck

2.4%

Baw puck

50.35%
11.14%
0.025%

0.84%

1.57%

5.48%

Baw puck

2.67%

CpenHuii puck

1.41%

CpenHuii puck

2%

CpepHuii puck

44.9%
10.6%
0.025%

1%

1.82%

6%

CpenHuit puck

3%
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OTHOCUTENbHbIN
pUcK

OTHOCUTENDbHbIN
puck

OTHOCUTENbHbIN
pUcK

0.84x

0.86x
0.91x

OTHOCUTENbHbIN
pUCK

0.89x

CpaBHeHMe co
CcpefHUM

+9.27%

CpaBHeHMe co
cpenoHuM

+0.4%

CpaBHeHue co
cpegHuM

+5.45%
+0.54%
+< 0.01%

-0.16%

-0.25%

-0.52%

CpaBHeHue co
CpefHUM

-0.33%

Puckun

49900999044
20900900000
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HU3KMn prck

HassaHue Baw puck  CpepHwuii puck  OTHocuTenbHbIM ~ CpaBHeHMWe co
pUCK cpeaHum
basanbHOKNETOUHbIN paK KOXKM 20.96% 36% 0.58x -15.04%
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OyaroBoe 0OnbiCceHue

CpeaHumn puck 1.41%

Baw puck 10.68%

OuaroBas anoneums — 3TO NATOIOrMYECKOE BbINaLEHME BOJIOC, MPUBOASALLEE K UX
nopeaeHMo AU NOJTHOMY MCYE3HOBEHUIO HA OnpeaeneHHbIX 061acTaX ronoBbl MK
Tena. YactoTa BCTpeyaemMoCTu cpeam Hacenenms konebnetcsa ot 1% no 2,5%.
3aboneBaHune BO3HUKAET B pe3ynbTaTe NOBPEXAEHNS KNETOK KOPHEBOM CMCTEMbI BONOC
$haKkTopamMu UMMYHHOM 3aLWMTbl, YTO CBSA3AHO C HApYyLLEeHMeM MeTabonnsma
PETUHOMAOB, OTBEYAOLWMX KPOME BCEro NpoYvero 3a 31aCTMYHOCTb M pOCT BOJIOC.

CyuiecTByeT reHeTMYecKas nNpeapacnonoXeHHOCTb K AaHHOMY 3aboneBaHuio. B
OCTa/IbHbIX C/Iy4asiX K HEMY NPUBOAST IMOLMOHA/IbHbIE CTPECCHI, BaKLIMHALMS,
BUPYCHble 3a60N1EBAHMS U NPUEM HEKOTOPbIX NpenapaTtoB. Ha nepBoi ctaamumu 6onesHu
nosenseTcs He6onbLWoe NATHO 06/1bICEHMUS, KOTOPOMY XapaKTEPHO MOKPaCHEHME,
COMPOBOXAAOLLEECS HOKEHUEM, 3YA0M W NMOBbILLEHHOW YYBCTBUTENIbHOCTBIO KOXM.

B7% cny4yaeB OHO nepepactaeT B NMNOJIHYK NOTEPH BOJZIOC HA rosioBe UM Ha BCEM TENE.
Ouaru BbiNaaeHUs BOJIOC UMEKT OKpyribleé UNn OoBaJibHbl€ OYEPTAHUA. Bonocol BOKpYr
HUX HeyCTOI;'IHMBbI nnpu cnabom noTarmMBaHMM BbiNaaaT HEOONbLWNMM My4YyKaMmu.

3aTteM NpPoUCXoaMT CIMSIHWME HECKOJIbKMX 04aroB B OAMH KPYMHbIA Yy4aCTOK 00/IbICEHMS,
KOTOPbIA CTAHOBUTCS 3aMeTeH AN okpyxatowmx. Okono 25% nioaen MMerT Takxke
OTK/IOHEHMS B GOPMUPOBaHMK HOITer. ECnv naumeHT He oyeHb 06eCcnoKoeH noTepen
BOJIOC, Llenecoobpas3HO NpMAEPXKMBATLCA TAKTUKM HAONOAEHMS U BbKMAAHMS. B MHOM
C/lyyae yalle BCEero Ha3Ha4alTCa ropMoHanbHble npenapatbl (Kak NpaBuio,
KOPTUKOCTEPOUAbI).
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[eHeTnyecKkne MakTopbl pUCKA 04aroBoro

obnbICeHUS
Bapl/IaHTbI, nosbllWaOWmne pnUck BapMaHTbI, CHMXarwuwme pncK

[eH BapuaHnt [eHoTun Bknag leH BapuaHnt leHoTun Bknag
- rs16898264 A/A - rs6932542 A/A

HLA-DQA1 rs9275572 G/G IL2RA rs3118470 T/T

= rs1024161 T/T = rs3763312 G/G

- rs3096851 c/C Céorf10 rs6910071 A/A

STX17 rs10760706 c/C - rs9479482 /T

- rs3130320 c/C ERBB3 rs705708 A/G

- rs694739 A/A
- rs13729 /T
= rs4147359 A/G
IKZF4 rs1701704 G/T
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Butunuro

CpenHuin puck 2%

Baw puck

BUTMAMIO — 3TO HapyLUEHWE MUTMEHTALMM KOXM, BbI3BAHHOE MCYE3HOBEHUEM
MeNaHMHA Ha OTAENbHbIX yYacTKax Tena. 3abosieBaHMe pacnpoCcTpaHEHO BO BCEX
CTpaHax MMpa M MOXET HauyaTbCs B Nt06OM BO3pacTe, HO Yallle BCTPEYAETCS Y KEHLIMH
“ B MONOAOM Bo3pacTe. [Ip1yMHa U MEXAHWM3M ero pa3BUTUS OKOHYATENIbHO He
onpeaeneHsl.

MNMeroTca gaHHble O TOM, YTO NPeapacnoNOXEHHOCTb K BUTUIMIO MOXET nepenaBaTbCs
No HacneacTBy, a Takxke 60nbluoe 3Ha4YeHNe B BO3HMKHOBEHMM 3TOrO HapyLLEHMS
MMEIOT CTPECCOBbIE COCTOSAHUS, NepeHeCceHHble MHPEKUMOHHbIE 3aboneBaHns,
XpOHUYecKne 60ne3HN BHYTPEHHMX OPraHOB, MHTOKCMKALMM, KOHTAKT KOXM C
HEKOTOPbIMU CUHTETUYECKUMMU TKAHAMM U dU3MYecKme TpaBMbl. B pesynbtaTe
JENUIMEHTALMN HA KOXKE MOSIBNISAIOTCSA pa3fIMYHOM BEIMUYMHBI U HOpPMbI Besnble NATHA C
4yeTKuMM KpassMu. OHM NOCTENEHHO YBEIMUMBAOTCS B pa3Mepax, C/IMBAOTCA, 0bpasys
o6wmpHble 0bnact 6e10-MOI0YHOTO L BETa.

Bonocbl B 3TMX MecTax Takxke obecupeymBatoTcs. Oyarn MoryT BO3HMKATb
NMOBCEMECTHO, HO Yalle BCEro Ha NNLE, KUCTAX, NOKTAX U KoneHsax. OTaenbHble naTHa
MOryT CAaMOMPOM3BO/IbHO MCYE3aTh.

Jiopam ¢ BUTUAMIo cnepyeT n3beratb NpsAMbIX COMHEYHbIX ny4yei. JledeHne HanpaBneHo
Ha yCTpaHeHMe KOCMeTMYecKkoro aedekTa n BOCCTAaHOB/IEHME eCTECTBEHHOM
NMUrMeHTaummn. 1ng aToro ucnonb3yetcs GOTOXMMUOTEPANKS, @ B HEKOTOPbIX Cy4asx —
nepecagka Koxu.
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[eHeTnyecKne PaKkTopbl pUCKA BUTUSIUTO

BapwuaHTbl, noBbiWwatoLwme puck BapwuaHTbl, CHUXatoLWue prcK

[eH BapuaHt [eHOTMN Bknap, leH BapuaHTt leHoTMn Bknap,

- rs2111485 G/G BCL2L12 rs2304206 A/A

TYR rs1126809 G/G - rs60131261 TTTA/T
TTA

- rs11021232 T/C - rs2687812 /T

- rs4308124 c/C GZMB rs§192917 /T

- rs34346645 c/C BACH2 rs72928038 G/G

- rs9611565 T/T - rs2247314 T/C

- rs12771452 G/G PTPN22 rs2476601 G/G

PTPRC rs16843742 /T - rs10200159 /T

- rs2017445 G/A CPVL rs117744081 A/A

IRF4 rs12203592 c/C IL2RA rs706779 T/C

- rs231725 G/A
- rs1043101 A/G
- rs4807000 G/A
C1QTNF6 rs229527 C/A
= rs301807 G/A
LPP rs13076312 /T
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AHOporeHHas anoneums

CpenHuin puck 44.9%

Baw puck 50.35%

AHpporeHHas anoneumus — 3To 3aboneBaHue, KOTOPOE XapaKTepmnsyeTcs UCTOHYEHUEM
M BbiNageHMeM BosIoC Ha ronose. Cebiwe 95% Bcex cnyvyaeB 06/bICEHUS MY>XKUMH
NPOMCXOOMT UMEHHO M3-3a 3TOM 6one3Hu. [laHHblie MO YacToTe ee NOosBAEHUS Y
YEHLLMH 3HaunTenbHOo pacxopartcs: oT 20% no 90% Bcex cnyyaeB notepu BonocC.

JTO CBA3aHO C MEHEE 3aMETHbIM U TPYAHEE AMArHOCTUPYEMBIM MPOSIBNIEHUEM 3TOrO
HAPYLLUEHMS Y XKEHCKOTO nona. MpuynHoi pa3BuTus 3aboneBaHMs MOXKET CTaTb
reHeTMYecknii hakTop — BPOXAEHHOE yKopouyeHMe (asbl pocTa BOMOC, KOrAa OHM
ObICTPO UCTOLLLAIOTCS, CTAHOBATCS KOPOTKMMU U BbINadakoT. Takxke aHapOreHHas
anoneums MoxeT ObITb BbI3BAaHA M3MEHEHMEM FOPMOHabHbIX MPOLLECCOB, B pe3yfibTaTe
KOTOPOro NpoMCXoauT paspylieHue Gonnukyna.

[MepBbiM NPU3HAKOM 3TOM NATONOMMKU CYUTAETCS HaNMYME HA FONI0BE BOJOC,
Pa3IMYaLLMXCA NO AJIMHE U TONWMHE, 3aTEM HA CMEHY BbINABLIMM MOSABASIOTCS BCE
6onee cnabble BONOCKM A0 TEX MOP, MOKA BONOCSHAS NYKOBULLA COBCEM He
atpodupyeTtcs. Y My>XKUMH TakMe NpoLecCbl HAUYMHAKTCSA CO CTOPOHbI 163 U Ha TEMEHM.

Co BpeMeHeM 30Hbl 006/1bICEHUSI MOCTEMEHHO PACLLUMPSIOTCS U C/IMBAKOTCSA B O4HY
3aNbICMHY. Y XXEHLIMH NOTEpS BONIOC NPOMCXOAUT PAaBHOMEPHO NO BCEM rofioBe, YyThb
6onble Ha Makywke. Yepes 10-12 net TeyeHns 60ne3HN yCTbst PONIMKYNOB 3apacTatoT
COEAMHUTENIbHOM TKaHbIO U YXKe HEe MOTyT NPOM3BOANTb AAXE NMYLIKOBbIE BOMOCHI.
JleyeHue BKIOYAET NEKAPCTBEHHYIO M NA3EPHYH0 TEPAnmMK, a TakKe TPAHCNAAHTALMIO
COoBCTBEHHbIX BOMOC.
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[eHeTUnyecKkne GakKTopbl pUCKA aHAPOreHHOoM
anoneumu

Bapl/IaHTbI, nosbllWaOWmne pnUck

leH

BapuaHT
rs6772287
rs13092705
rs1276250
rs71635652
rs1422798
rs12902958
rs844193
rs6683032
rs2863081
rs7542354
rs186749
rs427754
rs10771462
rs7226979
rs9398035
rs8085664
rs112385572
rs9719620
rs538628
rs10516537
rs149801367
rs12144907
rs6811219
rs12185725
rs144733372
rs174581
rs6756875
rs1842202
rs12509636
rs6802174

leHoTun
c/C
vl
C¢/C
G/G
C/C
G/A
/T
c/C
G/A
G/G
G/G
C/C
G/A
vl
C¢/C
c/C
A/A
/T
G/G
A/C
/T
G/C
/T
A/G
/T
G/G
C/C
A/A
C/C
C/C

Bknag

132

BapMaHTbI, CHMXarwuwme pncK

leH

WNT10A

BapuaHT
rs7362398
rs7362397
rs6035986
rs2047198
rs3781452
rs9357047
rs9388490
rs246180
rs13021718
rs7680591
rs11497798
rs199791
rs12203592
rs6982226
rs29073
rs17265513
rs2028122
rs690333
rs7974900
rs855256
rs7349332
rs59712316
rs1474368
rs801525
rs939963
rs75732647
rs6588396
rs1005734
rs16862069
rs2117234

leHotun
/T
vl
G/G
/T
/T
T
/T
A/A
G/A
/T
C/C
T
c/C
vl
C/C
T/C
G/G
A/A
T/C
c/C
C/C
G/C
A/G
G/G
G/C
c/C
T/C
C/A
G/G
/T

Puckun

Bknan



223223222252242232252232232282222222222222823225223222228283222822222223282322823223223222228222232¢3823222 A

THADA

rs145226407
rs10928235
rs8013382
rs76972608
rs12214131
rs2143109
rs1576101
rs67803788
rs4363059
rs6732426

A/A
AT
A/A
A/A
G/A
A/G
AT
G/A
AT
/T

0.52%
0.5%
0.45%
0.42%
0.32%
0.3%
0.26%
0.12%
0.1%
0.045%
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A/G
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CpenHuin puck 10.6%

Baw puck 11.14%

ATOMMYECKUI 4epMaTHT Pa3BMBAETCA NPU reHETMYECKON NpeapacnonoXeHHOCTH, B
15-20 % cnyyaeB BcTpevaeTca y geten, y 1-3 % y B3pocnon nonynaumu. B cpegHem y
XEeHLWUH faHHOe 3aboneBaHme BCTpeyaeTcs ¢ Yactoton 16,3%, a y myxumH — 10,6%.
[pu aTonMyeckom gepmaTuTe OpraHM3M CIIMLLIKOM aKTUBHO pearnpyeT Ha asyieprexbil.

Nmu MOryT ObITb NblbLA paCTeHMﬁ, AOMallHAA Nblb, WePCTb )KUBOTHbIX, MULLEBbIE
nNpoAyKThbl, 6biToBag xumms. CHauyana nosiBNSOTCS CYyXOCTb U 3y KOXW, 3aTEM — OTEK U
KpaCHbl€ NMATHa C paCribiB4aTbiMU TPaHULAMMN. npl/l pacyecCblBaHNU NMOBpEXOAETCA
3NUTENNN U BO3HMKAET onpenocTb KOXMW.

MNpu nonagaHMmn HPEKUMU NOSBASIOTCS THOMHUYKK. 1N neyeHns ncnonb3yoT
npoTuBoaniepruyeckme CpeacTsa.

[eHeTMuyeckme PaKTopbl pUCKa aToONMYECcKoro
LepMaTuTa

BapuaHTbl, NOBbLILAOLLME PUCK BapuaHTbI, CHUXatoLWmMe prcK
leH BapuaHT [eHoTMN Bknag, leH BapwuaHt leHotun Bknag,
= rs4809219 A/A CLEC16A rs2041733 c/C
PUS10 rs4643526 G/A - rs12188917 T/T
= rs6419573 /T = rs2918307 A/A
- rs12730935 G/A - rs10214237 T/C

= rs6473227 C/A
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CucTeMHas cknepogepmums

CpenHuin puck 0.025%

Baw puck 0.025%

CucteMHasa cknepogepmma — 310 3aboneBaHne COeaAMHUTENBHOM TKaHU, Mopaxatollee
B OCHOBHOM KOXY M KPOBEHOCHbIE COCyabl. Yalle MM 6ONetoT KeHLWMHbI. [NaBHas
NPpUYMHA BO3HUKHOBEHMS HE BbISIB/IEHA.

TOYHO M3BECTHO, YTO K Pa3BUTUIO BONE3HM MOTYT MPUBECTU NEPEOXTAKAEHME,
pa3fiMyHble PaCcCTPOMCTBA IHAOKPUHHOWM CUCTEMBI, BaKLMHALMKU, TPABMbl KOXHOIO
NMOKPOBA M NepennMBaHue KpoBM. B HEKOTOPLIX C/lydasix OTMEYAETCS HAaCNeACTBEHHaAs
npenpacrnonoXeHHOCTb. Yalle BCEro Npu ckiepoaepMmnm CTpaaaeT Koxa.

OHa cTaHoBUTCA BnecTawen u TOHKOM. [NpakTuyeckn y Bcex 60NbHbIX BCTPEYaeTcs
deHoMeH PeliHO (cna3M apTepui KUCTEN 1 cTon), cnabocTb, IMXopaaka u noxyaexue. B
npouecce pa3BuTUs 3aboneBaHne MOPAXKAET BHYTPEHHME OPraHbl U CUCTEMDI. s
NeYeHns UCNONb3YHT Npenapathbl, yMeHbLIAKLWME YNIOTHEHMS COCY0B,
du3mnoTepanmio n nevebHy rMMHaCTHUKY.

[eHeTHnyeckmne GakTopbl pUCKa CUCTEMHOM
cKyiepoaepMum

BapwuaHTbl, noBbiWwatowme puck BapwuaHTbl, CHMXatoWue prcK
leH BapuaHT TeHoTMN Bknan len BapuaHT FeHoTMn Bknan
- rs3129763 A/A HLA-DOA1  rs9275390 T/T
HLA-DRA rs3129882 G/G HLA-DPA1 rs987870 A/A
HLA-DQA1  rs6457617 /T - rs443198 A/G
- rs9296015 G/G - rs11642873  A/C
ESYT1 rs11171747 G/T - rs6901221 A/A
GRB10 rs12540874  A/A
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O6bIKHOBEHHbIE YyrpU (Tskenast dopma)

CpenHuin puck 1%

Baw puck 0.84%

O6bIKHOBEHHbIE Yyrpy - BOCNAAMTENbHOE KOXHOe 3aboneBaHne, pa3BmBatoweecs
BCnencTene cb6oq B paboTe canbHbixX xenes. M306bITouHas NpoayKLuma KOXHOro cana
Xenesamu 3abmBaeT Nopbl OTMUPAKLWUMM KNETKAMM anuaepmmuca. Hakonnenune atmnx
KNETOK B MPOTOKAX XXene3 NpoMCXOAMT U3-33 HAPYLEHMS UX OTLLIENYLLIMBAHMUS.

KoxHoe cano oTknaabiBaetcsi nof 3ab10KMpOBaHHbIMU Nopamu, obecneymBas
NUTaTeNbHYIO Cpefy AN Pa3MHOXEHUS MUKPOOpraHuM3mMoB. KnuHuyeckn Habnrogaetcs
pa3Hoobpa3une Cbinu (yrpeBble 3/1IeMEHTbI) Ha KOXe N1La, BEpXHel NONOBMHE FPyam U1
CMWHbI, FAe pacnonarakTcs Hambonee KpynHble CanbHble Xenesbl. B ocHoBaHMM
yrpeBbIX 3N1€MEHTOB BO3HMKAET BOCMANMTE/bHbIM NPOLECC, PAaCNAaBASOLWMA MECTHbIe
TKaHW C 06pa30BaAHUEM THOSI.

O6bIKHOBEHHbIMM yrpsiMu cTpaaaet ot 70 o 90% nonynsiumm B Bo3pacte 12-24 ner,
NPy 3TOM YaCTOTa BOSHUKHOBEHWS 3TOM NATONOMMKU Y UL, B Bo3pacTe 25-34 n 35-44
net coctasnget npumepHo 10-37% n 3-7% cooTBETCTBEHHO. Yalle BCero yrpeBas
60ne3Hb BCTPEYAETCS Y MYXXUMH, MPOLEHT CPEefHETSKENbIX U TSXKeNbiX GOpPM Y HUX
Takxe Bblwe — 34%, B TO BpeMS KaK Cpean XXeHCKOM NOonyasunmn 3ToT nokasaTtesb He
npesbiwaeT 3-12%. Cpeayn BaXKHbIX NPUYMH Pa3BUTMS OObIKHOBEHHbIX Yrpen BblAensoT
HacneaCTBEHHOCTb, FOPMOHANbHYHK AaKTUBHOCTb, 3200/1€BaHNS XKeNyA0UYHO-KULIEYHOrO
TPaKTa, NepexoHbli BO3PaCT, CTPeCC, rmnepakTUBHbIE CalbHble Xenesbl,
MWKPOOPraHM3Mbl, KOXXHbIE NOBPEXAEHNS, CONPOBOXAAIOLLMECS BOCMANIEHUEM,
MCNONb30BaHWE aHAboONNYECKMX CTEPOMAOB.

JleyeHne pnutenbHoe m HanpaB/ieHO Ha HOpMann3auuto q)yHKLI,MM CaJibHbIX >Xene3. an
TSXKE/IOM TeYEHUM HA3HAYAKT AaHTUONOTUKMN.
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[eHeTHMYeckmne GakTopbl pucka 0ObIKHOBEHHbIX
yrpen (Taxenon gopmbl)

Bapl/IaHTbI, nosbllWaOWmne pnUck BapmaHTm, CHMXawwmne puck
[eH BapuaHnt [eHoTun Bknag leH BapuaHnt [eHoTun Bknag
= rs38055 G/A = rs478304 G/G

- rs1159268 G/A

137



[lcopuas
CpeaHumn puck 1.82%
Baw puck 1.57%

[copuas — 370 xpoHUYeckoe HemHdeKLMOHHOE 3aboeBaHne, MOPAXKAOLLEE KOXY.
BcTpeyaetca npumMepHo y 2% HaceneHusi. O4AMHAKOBO pacnpoCTPaHEHO Cpean MYXUMH
M XKEHLLUMH pa3HblX BO3PACTHbIX KaTeropui.

OcHOBHasi NpMYMHA BO3HMKHOBEHMS NCOpMasza HescHa. CywecTBEHHas posib OTBOAMTCS
HacNeACTBEHHbIM dakTopaM. Takxke NoJo3peBaeTcs BAUsHUE UHDEKLMIA, ankorons,
CTPECCOB, NEPEOXNAKAEHUS U MEXAHUYECKMX NOBPEXKAEHUI KOXM.

Hanbonee vactoe nposiBneHne ncopmasa — Cyxue, KpacHble, NPUNOAHATbIE HAZ
MOBEPXHOCTbIO KOXM NATHA, KOTOPblE 06bIYHO NOABAAIOTCA HA pa3rMbaTeNbHbIX
NMOBEPXHOCTAX CUMMETPUYUHBIX Y4aCTKOB. B 3aBMCMMOCTM OT CTEMEHM TSXKECTU Pa3BUTUS
3ab0neBaHus, B Ka4eCTBe NeYeHns NMPUMEHSIOT CMArYaroLme CpeacTsa, a Takke
ynobTpaduonetrosoe B- unn A-obnyyeHue.
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[eHeTnyeckne pakTopbl pMCKa Ncopuasa

BapuaHTbl, NoBbIWakoLLMe PUCK

leH

TRAF31P2
ETS1
ZC3H12C

KCNH7

TYK2

BapuaHT
rs2233278
rs33980500
rs3802826
rs4561177
rs9988642
rs2451258
rs11795343
rs27432
rs11121129
rs645078
rs62149416
rs12445568
rs17716942
rs2066819
rs34536443
rs10865331
rs10979182

leHoTun
C/G
/T
A/A
A/A
/T
/T
/T
A/G
A/G
A/A
/T
/T
/T
C/C
G/G
A/G
A/G

Bknap,
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BapwuaHTbl, CHUXatoLWue prcK

leH

IFNLR1
RUNX3

PTRF

PRM2

POLI

LCE3B

CARD14

EXOC2

QTRT1

BapuaHTt
rs4406273
rs2700987
rs7552167
rs7536201
rs582757
rs1295685
rs963986
rs4821124
rs367569
rs1056198
rs545979
rs28998802
rs6677595
rs8016947
rs11652075
rs9504361
rs12188300
rs892085

FexoTunn
G/G
c/C
A/G
/T
/T
A/G
G/G
/T
/T
T
c¢/C
G/G
T
G/T
/T
A/G
A/A
A/G

Bknap,



Po3auea
CpenHuin puck 6%
Baw puck 5.48%

Po3auea unu po3oBble yrpu - XpoHUYeckoe 3aboneBaHne KOXMU, OCHOBHbIM MPU3HAKOM
KOTOPOro IBNSIETCS NOSIB/EHME CTOMKMX Y4AaCTKOB NMOKPACHEHMUSI, U 06pa3oBaHMe Ha
nuvue 6yropkos 1 Apyrux BbiCbiNaHui. MIHOraa npy po3auea NpoMCcXoauT NopaxKeHue
rnas. Po3auea BcTpevaetca y 8-10% HaceneHus BO BCEM MUpE.

BonesHb yalle HabnAAETCS Y XKEHLUMH, HO Y MY>XUYMH BbiCTpee 1 Yalle pa3BUBAKOTCS
0CNOXXHEHUs 3aboneBaHms. PO30Bbie yrpy BCTPEYaTCs NPEUMYLLECTBEHHO Y
CBETNOKOXMX Ntoaer B Bospacte ot 40 go 50 net. B ocHOBe BO3HWMKHOBEHUS U
pa3BUTUS PO3aLLea IEXUT U3MEHEHUE TOHYCA NOBEPXHOCTHbIX COCYA0B KOXM MLa,
KOTOpble 06yCOBMEHbl PAa3/IMYHbIMU BHELWHUMMU (CONTHEYHbIE MHCONSALMK, BO3AENCTBUE
Tenna, Xxon04a, 4acTble XMMUYECKMe NUANHIU, ynoTpebneHne ankorons, ropsaumnx
HanuUTKOB, MNPSHOCTEN) U BHYTPEHHUMMU (HACNeACTBEHHAN NPeapacnonOXeHHOCTb,
3aboneBaHuMs NMLWEBAPUTENBHOIO TPAKTa, AeSTENbHOCTb Knewen Demodex,
MHbEKUMOHHbIE 3a60NeBaHNS KOXM, SHAOKPUHHbIE 3ab0neBaHus, NaToNoruns
MMMYHHOW CUCTEMbI, COCYANCTO-HEBPOTMYECKME peakLmn) hakTopamu.

MockonbKy ¢hakTopoB, MPOBOLMPYIOLWMX M YCYryBAsIoLWmMX TeyeHne po3alea,
[A0CTaTOMHO MHOTO, METO/bl IeYEHMSI TaK)Ke pa3HO0b6pasHbl. [pUMeHeHne oaHMX
CpenCTB HamnpaBneHo B 6oNbLUEN CTENEHM HA YMEHbLUEHWE po3aLiea Ha uue, apyrme
npenapatbl U METOAbl UCMOMb3YHOTCA AN NTEYEHUS CONYTCTBYIOLLMX 3a00NEBAHMIA
HEPBHOWM CUMCTEMbI M OPraHOB MULLEBAPEHMS.

[eHeTHMyeckmne GakTopbl pMcKa posaueun

Bapl/IaHTbI, CHMXawuwmne puck

[eH BapuaHT [eHOTMN Bknap,

- rs763035 G/G
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MenaHoMma
CpenHuin puck 3%
Baw puck 2.67%

MenaHoMa — 3TO arpecCcMBHas 3/10Ka4YeCTBEHHAS OMyX0Jib KOXM, KOTOPasi BO3HMKAET B
pe3ynbTaTe NOPAKEHUS MUTMEHTHbIX KNETOK, NPOAYLUMPYHOLMX MeNAHWUH. XXeHLWMHbI A0
60 net 601€H0T YaLle MYXUMH, a NOC/e MeNaHOMa BO3HMKAET C OAMHAKOBOM YaCTOTOM y
o6oux nosnos. Nuk ee nossneHuns npuxoamtcs Ha 30-50 ner.

OCHOBHOM MPUYMHON CTAHOBUTCS BO3AENCTBME YIbTPAUONETOBOr0 COTHEYHOrO
M3NTy4eHUs, NONALAOLLEr0 HA HE3ALMLLEHHbIE YY4aCTKM KOXK. B 6bonblumMHCTBE CnyvaeB
OHa pa3BMBAETCA Y NOAEN, MONYYABLUMX CONTHEYHbIE OXOrM B AETCTBE M HOHOLIECKOM
BO3pacTe, a TakxKe — y paboTaloWmX B 3aKPbITbIX MOMELLEHMSX, @ OTAbIXAKOLWMNX B
IOXKHbIX CTPaHax. Hemanyto ponb B pa3BUTMM MeNAHOMbl OTBOAST TPAaBMUPYOLWMUM
NOBPEXAEHMSM POAMHOK, TOPMOHANIbHOMY M UMMYHHOMY CTaTyCy, a Takxke
HacneaCcTBEHHOM NpeapacnosioXXeHHOCTH.

HaunHaeTcs oHa € NOSBAEHUS HOBbIX MU YBEJIMYEHUS B pa3Mepax yXe CyLeCTBYHLWNX
POAMHOK UM POAMUMBIX NATEH, 3YAA, XOKEHUSA MU KPOBOTOUMBOCTU B 30HE onyxonun. Kak
NpaBuI0, BOCMNANEHHbIE KNETKU KOXMU UMEKT KOPUUYHEBBIA UK YePHbIN LIBET, B
HEKOTOPbIX CNYYasiX — PO30BbIW, XXENTOBaTbIM UK Aaxe 6enbii. K 4ON0NHUTENbHbIM
NPM3HAaKaM MOXHO OTHECTU LIenyleHne, BbiNageHne paHee CyLWweCcTBOBaBLINX BOJOC,
BO3HWKHOBEHME YNJIOTHEHUI HA NOBEPXHOCTU MUIMEHTHOM OMYXONU U yBeNnyeHue
6AvKaMWKMX K Hel NnmMdoy3nos.

B neyeHnn oCHOBHAs posib OTBOAMUTCS XMPYpPruyecknum MetomaM. MIHoraa Mcnonb3yrrea
nyyeBas U MNONMXMMMOTEPANMS, a Takke POTOAMHAMUYECKAs U UMMYHOTepanus.

[eHeTHnyecKkne GakTopbl pUCKa MeIaHOMbI

BapmaHTu, nosbllWaOWmne pnUck BapVIaHTbI, CHMXXaruwme pncK
leH BapwuaHT leHoTun Bknag, leH BapwuaHt leHotun Bknag,
- rs35407 G/G TYR rs1393350 G/G
MC1R rs1805007 c/C
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ba3anbHOKNETOUYHbIM PAK KOXM

CpenHuin puck 36%

Baw puck 20.96%

Bbasannoma - 3T0 onyxonb, MeaIEHHO PACNPOCTPAHAIOLLANCS B MOBEPXHOCTHOM C/10€
Koxun. OHa coctaBnget 70-75% cnyyaes paka Koxu. Yawe Bcero obHapyxmBaeTcs B
Bo3pacte nocne 50 net, B 04eHb peaknx Cnyqanx MOXeT NosaBaaTbCs Y AeTen U
MOAPOCTKOB.

Y MY>UMH U XKEHLUMH BCTPEYAeTCs C OAMHAKOBOMW YacToToM. 1o cTeneHun TaxecTn
3aHMMAET NPOMEXYTOYHOE MONOXEHUe Mexay A06poKaYeCTBEHHbIMU U
3/10Ka4yeCcTBeHHbIMU onyXonsiMu. OCHOBHbIE NPUYMHBI BO3HUKHOBEHUS — ANUTENIbHOE
npebbiBaHME HA CONHLE, MOHM3UPYIOLLEE U3/TyYeHME, BO3AENCTBME KAHLLEPOreHHbIX
BELLeCTB M reHeTnyeckas npeapacrnonoXeHHOCTb.

bazannoma, Kak NpaBuio, NOABASETCS HA OTKPbITbIX KOXHbIX NOKPOBaX.
MN3nt061eHHbIMM MECTaMM IOKANU3aLmm SBNAKOTCS BEPXHSAS ryba, Yroiku rnas, Kpbiibs
HOCa M HocorybHble cknaaku. HecMoTps Ha fo0BONbHO 6onblioe pa3Hoobpasume
KNMHUYeckux hopm, 6azanmoma obbl4HO BbIrSAMT Kak HEGO/bLIOE AOBOSILHO MAOTHOE
6e3bone3HeHHOe 06pa3oBaHuMe (Y3eNn0K), KOTOPOE BO3BbIWAETCS HAf YPOBHEM KOXM.

3aTeM OHO NOKPbIBAETCS KOPOUYKOM U NOCTENEHHO, B TEYEHNE HECKOIbKMX MeCSLLEB UK
NneT, pa3pacTaeTcs M HAYMHAET KPOBOTOUUTb, 06pasys A3Bbl. YBEMUYMBASCL B pa3mepax,
6azannoma paspylaet Haxoaalmecs paaoM TKAHU U MOXKET NOPaXkaTb YXKe MblLLbl U
KocTu. Ecnn onyxonb 3aTparMBaeT HepB, TO BO3HMKAET BbIpAXKEHHbIN 6oneBo
CUHAOPOM.

CywecTByeT HeCKonbko cnocoboB neyveHuns atoro 3abonesaHus. Cpeam HUX: y4eBOMN,
XUPYpruyeckmii, KOMOMHUPOBAHHbLIN (Ty4E€BOM U XUPYPTrUYECKUR), NeKapCTBEHHbIN
(BO3pencTBME ManbIX 403 LMTOCTAaTUYECKMX NPENAPATOB), KPUOTrEeHHbIM U NA3epHbIN.
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[eHeTHMUeckmne GakTopbl pMcka 6a3anbHOKIETOYHOO

paka KOoXwu

Bapl/IaHTbI, nosbllWaOWmne pnUck

leH

BapuaHT
rs2080303
rs10810657
rs35407
rs4710154
rs62291440

[eHoTMN

/T
A/A
G/G
AT
G/T
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BapMaHTbI, CHMXarwuwme pncK

leH

IRF4

TYR

UBAC2
MC1R

BapuaHT
rs57244888
rs12203592
rs2116709
rs157935
rs57142672
rs12210050
rs1126809
rs214785
rs7335046
rs1805007
rs11993814
rs7907606
rs11170164
rs421284
rs7874604

leHotun
T/C
c/C
/T
T/G
A/A
C/C
G/G
vl
C/C
c/C
/T
T
C/C
T/C
T/C

Puckun

Bknan

49900999044
20900900000



[1pU3HaKM

Mpu3Hak

Anbda-nmHoneHoBas
Kucnota (oMera-3)

ApaxmaoHoBas KucioTa
(omera-6)

[loko3aTeTpaeHOBas KMCNOTA
(omera-6)

[aMMa-nnMHoNeHoBas
kucnota (oMera-6)

1703 BepxHero Beka
MoToCTapeHnEe KOXH

3arap v YyBCTBUTENBHOCTb K
UV-usnyyenuio

Konunuectso HeBycOB

M'Mneptpoduryeckne pybupl

[MuKnMpoBaHue

J[loko3arekcaeHoBasg K1cioTa
(omera-3)

Jloko3aneHTaeHoBas
kucnota (oMera-3)

JWKo3aneHTaeHoBas
Kucnota (oMera-3)

JlnHoneBaga KmMcnoTta
(omera-6)

KenonpaHble pybupl

ConHeyHble NeHTUro

PesynbTar

Y nogen ¢ BalwMM reHOTUMNOM Yallle HU3KUIM YypoBeHb anbda-
NMHONEBOW KUCNOTbI

Y nogen ¢ BaWMM reHOTUMNOM Yallle BbICOKMM YPOBEHb apaxuaoHOBOM
KUCNOTbI

Y nopen ¢ BalwMM reHOTMNOM Yalle BbICOKUIA YPOBEHD
[LOKO3aTeTPaeHOBOW KUCOThI

Y nopen ¢ BalMM reHOTMNOM Yalle BbICOKMI YPOBEHb raMMa-
NMHONEHOBOM KUCNOTbI

He o6Hapy>KeHO 3alWMTHOrO reHeTUYECKOrO BapuaHTa B OTHOLLEHUM
YMEpEeHHOro NT03a BEPXHEro BEKA

BbisBneHa reHeTMyeckas NpeapacnoioKeHHOCTb
K MOBbILLEHHOMY PUCKY 06LLero hoTOCTapeHUN KOXM

BbisiBneHa reHeTnyeckas npefpacnonoXeHHOCTb K HeOCTaTOYHOMY
hOpMUPOBaHUIO MUTMEHTA B KOXE B OTBET Ha BO34ENCTBUE
ynbTpadmoneTa U CHUXKEHHOM 3aLUMLLEHHOCTU KOXKM oT UV-
U3nyyeHus.

BbigaBneHa reHetnyeckas npegpacnonoXXeHHOCTb K NOBbILUEHHOMY
KONnn4ecTBy HEBYCOB Ha KOXe

BbisBneHa reHeTMyeckas NpeapacnonoXeHHOCTb K GOpMUPOBaHUIO
MeHee BbIpaXKEHHbIX MO BblCOTE pyOLOB Npu rnyboKmMx
NOBPEXAEHUIX KOXM

BbisBneHa reHeTuyeckas npeapacnonoXXeHHOCTb K NOBbILLUEHHOMY
YPOBHIO KOHEYHbIX NPpOAYKTOB NMUKMPOBAHUA B KOXE

Y nogen ¢ BalMM reHOTMNOM 0ObIYHO BbICOKMIA YpOBE€Hb
[OKO3areKkCaeHoBOM KMUCNOTbI

Y nopen ¢ BalwMM reHOTMNOM Yalle BbICOKMIA YPOBEHb
JOKO3aneHTaeHOBOM KUCNOTbI

Y nogen ¢ BalMM reHOTUNOM Yallle BbICOKMIM YpOBEHb
3MKO3aNeHTAaEHOBOM KUCNOTbI

Y nogew ¢ BalwmMM reHoTUNOM Yallle HU3KUIM YPOBEHb IMHONEBOWM
KMCNOTI

He BbISIBNEHO reHeTMYECKMU 0OYCNOBNIEHHOTO pUCKa 06pa3oBaHus
KeNnouaHbIx pybLos

BbisBneHa reHeTnyeckas NpeapacnoNoXeHHOCTb K HOPMaibHOMY
PUCKY 006pa30BaHMS COTHEYHbIX NEHTUIO HA iULe
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Anbdpa-nuHoneHoBas kmcnota (oMera-3)

Anbda-nMHONEHOBAs KMCIOTA OTHOCUTCS K OMera-3-noAMHEeHaCbILLEHHbIM XXUPHbIM
KMCNOTaM. DTU KMCOTbl UTPAIOT BAXHYIO POSib B MeTabonusme u BnarTca
He3aMeHUMbIMU: OPraHM3M YeNoBeKA He MOXET CUMHTE3MPOBATb UX U3 NMPOCTbIX
BewecTB. EAMHCTBEHHbBIM UCTOYHMK OMEra-3 — nuua.

B yacTHocTH, anbda-NMHONEHOBAst KUCNOTA COLEPXKUTCS B TaKMX NPOAYKTaX, Kak
pacTUTeNbHbIe Macna, rpeLKMe Opexm, CeMeHa TbiKBbl. Kak U apyrme omera-3 KMCNoTbl,
anbda-NMHONEHOBAs KMC/I0Ta MOMOraeT KOXe HOPManbHO QPYHKLMOHUPOBATb, YTO
B/IMSIET HA BHELUHWI BMA,. TaKXKe NONMHEHACBILLEHHbIE XMPHbIE KACIOTbI 3aLLMLLAOT
KOXY OT narybHoro femcTeua CONMHEUYHbIX ly4ei 1 OKUCIUTENbHOrO CTpecca,
MHIMOMPYIOT paboTy NPOBOCMANUTENbHbIX ar€HTOB, CMOCOBOCTBYHOT 3aXMBNEHMIO PaH,
CTUMYIMPYIOT YHUYTOXEHME (ANONTO3) 3/10KAYECTBEHHbIX KETOK.

JTO CHUXAET PUCK pa3BUTMUS aTONMUYECKOro AepMaTuTa, Nncopmasa, akHe u
3/10Ka4yeCcTBeHHbIX HOBOOBpasoBaHui. CogepxaHue anbda-NMHONEHOBOW XUPHOW
KMCOTbl 3aBUCUT HE TOJIbKO OT AMETbI, HO U OT reHeTMYyeckmnx hakTopoB, KOTOpble
BNMAIOT Ha ee MeTabonnsm.

BbisiBNeHHble BapuaHThl

leH BapuaHT Baw reHotun

FADS1 rs174547 T/T
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ApaxuaoHoBast KnucnoTa (oMera-6)

ApaxuaoHOBas KUCIOTA OTHOCKUTCS K OMera-6-nonMHEHAChILWEHHbIM XXMUPHbIM
KMCNOTaM. ITU KMCNOTbl HAapa4y C OMera-3 urpatT BaXHYK ponb B MeTabonmsme u
SIBNSIOTCS HE3AMEHUMbIMU: OPraHM3M YENO0BEKA HE MOXET CMHTE3MPOBATb UX U3
npocTbix BewecT. OgHako oMera-6 1 omMera-3 uMetoT pasHble QYHKLMU B OpraHM3Me.

YueHble cuUMTatoT, YTO OMera-6 SBNAKTCS MnpoBOCMNaJ/INTENIbHbIMMN ar€HTaMm, a oMera-3 -
NnpoTUBOBOCNA/IUTESTIbHBIMMW. 5e3ycnosHo, BOCnaneHume aBnaeTCA O4€Hb Ba>KHbIM
npoueccomMm U NOMOraeT 3alluTUTb OPraHM3Mm oT MHCI)eKLI,Ml\;i, HO XpOHMn4yeckoe
BOCManeHMe MOXET CNocobCTBOBATh pa3BUTUIO 3aboneBaHu. nO3TOMy nccnenoBaTesm
nonarakT, 4TO ANeTa C BbICOKMM COAEP)KAHNEM oMera-6, HO C HU3KMM - oMera-3 He
ABNAeTCcd BD,ODOBOVI, B TO BpeM4A KaK AUETA, KOTOPAA BK/IHOYAET B cebsq
C6aﬂaHCMpOBaHHOG KOInM4eCTBO OAaHHbIX KMCNOT, NOJie3Ha ANng OpraHM3ma.

EOMHCTBEHHBIM MCTOYHMK OMera-6 — nuuia. B 4acTHOCTK, apaxmnaoHOBas KMCI0TA
COOEPXKMTCA B TAKMX NPOAYKTAX, KAK XXMPHOE MACO, NeYeHb, CeNbAb, T0COCh, TpeCKa.
[MoNMHeHaCbIWeHHbIE XXMPHbIE KMCAOTbI 3aLLMLLAKOT KOXY OT narybHoro Aencrams
CONTHEYHbIX NIy4Y€elr U OKMCIUTENIbHOMO CTpecca, MHIMbupyoT paboTy
NPOBOCMANUTENIbHBIX areHTOB, CNOCOOCTBYIOT 3aXKMBNEHUIO PaH, CTUMYIUPYIOT
YHUUYTOXEHMe (anonTo3) 3/10KaYeCTBEHHbIX KNEeTOK.

ITO CHMXAET PUCK Pa3BUTMS aTOMMYECKOro AepMaTuTa, NCopmasa, akHe u
3/10Ka4eCcTBEHHbIX HOBOOOpa3zoBaHui. CopepxxaHme apaxuaoHOBOM KUCNOTbl 3aBUCUT
He TOJIbKO OT AMETbI, HO U OT FreHeTUYeCKMxX HaKToOpPOB, KOTOPbIE BIMAIOT HA ee
mMeTabonusm.

BbisiBNeHHble BapuaHTbl

leH BapuaHTt Baw reHotun
MYRF rs174535 T/T
PDXDC1, NTANL1, rs16966952 G/G
LOC102724985
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[loko3aTeTpaeHoBas Kncnota (omera-6)

Jloko3aTeTpaeHOBas KUCI0TA OTHOCUTCS K OMera-6-nolMHEHaChILWEHHbIM XUPHbIM
KMCNOTaM. ITU KMCNOTbl HAapa4y C OMera-3 urpatT BaXHYK ponb B MeTabonmsme u
SIBNSIOTCS HE3AMEHUMbIMU: OPraHM3M YENO0BEKA HE MOXET CMHTE3MPOBATb UX U3
npocTbix BewecT. OgHako oMera-6 1 omMera-3 uMetoT pasHble QYHKLMU B OpraHM3Me.

YueHble cuUMTatoT, YTO OMera-6 SBNAKTCS MnpoBOCMNaJ/INTENIbHbIMMN ar€HTaMm, a oMera-3 -
NnpoTUBOBOCNA/IUTESTIbHBIMMW. 5e3ycnosHo, BOCnaneHume aBnaeTCA O4€Hb Ba>KHbIM
npoueccomMm U NOMOraeT 3alluTUTb OPraHM3Mm oT MHCI)eKLI,Ml\;i, HO XpOHMn4yeckoe
BOCManeHMe MOXET CNocobCTBOBATh pa3BUTUIO 3aboneBaHu. nO3TOMy nccnenoBaTesm
nonarakT, 4TO ANeTa C BbICOKMM COAEP)KAHNEM oMera-6, HO C HU3KMM - oMera-3 He
ABNAeTCcd BD,ODOBOVI, B TO BpeM4A KaK AUETA, KOTOPAA BK/IHOYAET B cebsq
C6aﬂaHCMpOBaHHOG KOInM4eCTBO OAaHHbIX KMCNOT, NOJie3Ha ANng OpraHM3ma.

EOMHCTBEHHBIM MCTOYHMK OMera-6 — nuuia. B yacTHOCTH, AOKO3aTeTpaeHOBAs KMCNO0TA
COOEPXKMTCA B TAKMX NPOAYKTAX, KAK MSCO, MNeYeHb, KypuHble aiLa.
[MONMHEHACHILWEHHbIE XXMPHbIE KUCIO0TbI 3aLWMLLAIT KOXY OT narybHoro AencTems
CONTHEYHbIX NIy4Y€elr U OKMCIUTENIbHOMO CTpecca, MHIMbupyoT paboTy
NPOBOCMANUTENIbHBIX areHTOB, CNOCOOCTBYIOT 3aXKMBNEHUIO PaH, CTUMYIUPYIOT
YHUUYTOXEHMe (anonTo3) 3/10KaYeCTBEHHbIX KNEeTOK.

ITO CHMXAET PUCK Pa3BUTMS aTOMMYECKOro AepMaTuTa, NCopmasa, akHe u
3/10Ka4eCcTBEHHbIX HOBOOOpa3oBaHui. CopepxxaHme [OoKO3aTeTpaeHOBOM KMCIOTbI
3aBMCUT HE TOIbKO OT AMETbI, HO M OT reHeTUYeCKMX (PAKTOPOB, BAUSIOLLNX HA ee
mMeTabonusm.

BbisiBNeHHble BapuaHTbl

leH BapuaHTt Baw reHotun

FADS1 rs174550 T/T
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[AMMa-NMHONEeHOoBAs KMcnoTa (omera-6)

[aMMa-MHONEHOBAs KMCI0Ta OTHOCUTCS K OMera-6-noJIMHEHAChILLEHHbBIM XUPHbIM
KMCNOTaM. ITM KMCNOTbl HAapAAy C OMera-3 urpatoT BaXKHY posib B MeTabosmnsMe u
SIBNAIOTCS HE3AMEHWMbIMU: OPraHN3M YENOBEKA HE MOXET CUHTE3MPOBATb MX U3
npocTbix BewecTs. OgHako oMera-6 1 oMera-3 uMeT pasHble GYHKUMU B OpraHM3Me.

YueHble cuUMTatoT, YTO OMera-6 SBNAKTCS MnpoBOCMNaJ/INTENIbHbIMMN ar€HTaMm, a oMera-3 -
NnpoTUBOBOCNA/IUTESIbHBIMMW. Ee3yC}'IOBHO, BOCnaneHume AaBNAETCA O4YE€Hb Ba>KHbIM
npoueccomMm U NOMOra€eT 3alluTUTb OPraHM3Mm oT MHCI)GKLI,MVI, HO XpOHHMn4yeckoe
BOCManeHMe MOXeT CNocobCTBOBATh pa3BUTUIO 3aboneBaHu. |_|03TOMy nccnenoBaTesin
nonarakoT, YTO ANETa C BbICOKUM COAEP>KAHUEM oMera-6, HO C HU3KMM - oMera-3 He
ABNAETCA 3ﬂ0pOBOVI, B TO BpeM4 KaK AneTa, KOTopada BKJHOYAET B cebsq
C6aﬂaHCMDOBaHHOG KOJIn4eCTBO OAaHHbIX KMCNOT, NOJie3Ha ANng opraHmM3ma.

EAMHCTBEHHbBIM MCTOYHMK OMera-6 — nuuwa. B yactHocTH, raMMa-nMHONEHOBAaa KMCNoTa
COOEPXKMTCA B paCTUTENbHbIX Macnax. [MofIMHeHACbILWEHHbIE XMPHbIE KUCOTbI
3aWMLLAIOT KOXY OT NarybHOro AencTBms COTHEYHbIX Jly4en U OKUCIUTENBHOIO CTpecca,
MHrMBMPYIOT paboTy NPOBOCNANMUTENbHbBIX ar€HTOB, CNOCOBCTBYHOT 3AXXMBIEHMIO PaH,
CTUMYNIUPYIOT YHUYTOXKEHUE (aronTo3) 3/1I0KaYeCTBEHHbIX K1ETOK.

JTO CHUXAET PUCK pa3BUTMS aTONMMYECKOro AepMaTUTa, NCopmasa, akHe U
3/10Ka4yeCcTBeHHbIX HOBOOOpa3oBaHuii. CogepkaHme raMMa-IMHONEHOBOM KMCIOTbI
3aBMCUT HE TOIbKO OT AMETbI, HO U OT FrEHETUYECKMX (PAKTOPOB, KOTOPbIE BAUSIKOT Ha ee
mMeTabonusm.

BbisiBIeHHbIE BApUaHTDI

leH BapuaHTt Baw reHoTun
FADS1 rs174547 T/T
PDXDC1, rs1121 G/G
LOC102724985
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N36bITOUHAs KOXa B 061aCTH BEpXHEro Beka M3BECTHA Kak AepMaToXansasnc U 06bl4HO
BCTpEYaEeTCs y NoAen cpeaHero Bospacra. [1To3 Beka 06bI4HO NpeacTaBnseT cobomn
KOCMeTMUUeCKyo Npobnemy, XoTs OH MOXET Bbi3bIBATb MOTEPIO YACTM MONS 3PEHUS,
pa3gpaXkeHue rnas uamn Bek, a TakXKe rosoBHblie 6011 M3-3a Ype3MepHOro NoabeMa
HpoBen ansg yBenmyeHuns nona 3peHuns. Flnmcronormyeckne M3MeHeHMs KOXu npu ntose
BEPXHEro Beka NoKa3blBAKT BbIPAXXEHHYIO NOTEPH 31aCTUYECKMX BOSTOKOH U
HapyLleHWe OpraHM3auumn KOAIareHoBbIX BOJIOKOH, YTO CPABHMMO C U3MEHEHUSAMM MpuU
CTApPEHMM KOXM NnLA B LenoM. Ha BbipakeHHOCTb BO3PACTHOrO ONYLLEHMS BEPXHErO
BEKa BAMSIOT KaK BHeWHKWe (KypeHue, YD-o06nyyeHne, n3bbiTouHOE NUTAHME), TaK U
BHYTPEHHMWE (aKTOpbI, BKKOYAS FEHETUKY.

BbisiBNeHHble BapuaHTbl

[eH BapuaHt Baw reHotun

DLGAP1 rs11876749 T/T
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MoToCTapeHne KOXu

doTocTapeHme KOXM — 3TO PEHOTUN CYyXOM, UCTOHYEHHOM, TYCKIOM KOXM C
MHOXeCTBOM MopumH. OCHOBHOM (PaKTOp, CNOCOOCTBYOWMI DOTOCTAPEHUID KOXM, —
COTHEYHOE M3NTyYeHMne, KOTOPOoe NPUBOAUT K MOP(HONOrMYECKMM U3MEHEHUSIM KaK
3NMAEPMANBbHOMO C/109 KOXM, TaK U AepMbl. MexaHW3Mbl, fexalume B OCHOBE 3TUX
M3MEHEHMUM, A0 KOHLLA HE U3YYEHDI.

[MokasaHo, 4To BAMSHME yNbTpadUONETOBbIX lyYer HAyumnpyet obpasoBaHue
aKTUBHbIX POPM KMCIOPOAA, YTO HAaNpsSMyro M ONOCPefoBaHHO HapyLWaeT CTPYKTypy
OHK, npuBoauT K notepe GYyHKUMU KNETOK KOXM, HAPYLIAeT MECTHbIK UMMYHUTET,
NOTEHUMPYET AeNCTBUE MAaTPUUHbBIX METANIONPOTENHA3, YTO CNOCOBCTBYET Aerpagaumm
KOJinareHa v MHrMbrupoBaHUIO NpoKosinareHa. Bce 310 BblpaXaeTcs TEMU U3MEHEHUSMMU,
KOTOpble XapaKTepHbl AN CTapetowen KOXN. YNbTpadrnoneToBoe U3flydyeHue Takxe
WMHOYUMPYET aHrMOreHes yepes akTMBALMIO BACKYNSIPHOrO 3HAOTENNaNbHOro dakropa
pocTa.

OpHako 3TV HOBble cOCyabl 06N1aAat0T BbICOKOM NMPOHULLAEMOCTbI, YTO NPUBOAUT K
KOXXHOMY BOCMaNeHuto, 6narogapsa BbIXxoay M3 KpPOBEHOCHOMO pycsia TakMX
BOCMANMTENbHbIV MeaANaToOpOB, Kak MHTEPNENKMUH-8. DTO YCKOPSET paspyLieHne
BHEKNETOYHOrO MaTPUKCa M Aanee YMeHbLIAET KPOBOCHAOXEHME KOXM B LLENOM.
OnucaHHas nocnenoBaTeNlbHOCTb MU3MEHEHUI NPUBOAMT K HEAOCTAaTOYHOMY MUTAHUIO
KOXM, ee NOTYCKHEHMIO M CyXOCTW. [1oKa3aHO, YTO HA MHTEHCMBHOCTb CTAPEHMS KOXM
BNUSIOT M BHYTPEHHUE (DaKTOpPbl, TAKME KAK BO3PACT, FOPMOHbI, XpPOHUYECKME
3a00n€eBaHUA U reHeTHKa.

BbisiBNeHHble BapuaHThl

leH BapuaHT Baw reHotun

LOC105374069 rs322458 c/C
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3arap v 4yBCTBUTENbHOCTb K UV-n3nyueHuto

[IurMeHTaLmMsa KOXn — 3T0 NPUCNOCOBUTENbHbIA MEXAHWU3M, MO3BOIMBLUNIN YEeN0BEKY
afanTMpoBaTbCa K NOBPEXAAOLEMY BO3AENCTBUIO YbTPA(PUONETOBOIO U3NYyYEHUS,
3almLLan cebs oT CoHEYHbIX 0XX0roB. OCHOBHbIM UCTOYHUKOM MUrMEHTALMK YenoBeka
SBNSETCA MENAHWH, CUHTE3MPYEMbIN BHYTPU MENAHOCOM B MenaHouutax. CyuiecrsyeT
[IBa OCHOBHbIX TUMNA MeNaHUHA: PeOMEeNaHUH (KPaCHbIN UK XENTbIA) U SyMeNaHuH
(4epHbIN UM KOPUYHEBbIN).

(deHOTMN 3arapa B COYETAHWUM C LLBETOM BOOC, LLBETOM KOXM U LLBETOM Na3
npeacrasnset cobon BUAMMbIN GeHOTMN NUIMEeHTaUMW. 3arap aBAsieTca
$dU3MoN0OrMYecKkMM CTUMYIMPOBAHHbIM OTBETOM Ha ynbTpadumonetosoe (YD) nanyyeHue
cosiHeyHoro ceeTa. YD-obnyyeHme yBennunmBaeT Nnpomn3BoACTBO 3yMeNaHMHA B NOMbITKe
3aLUMUTUTb KOXY OT AaNbHENLIEro NOBPEXAEHUS.

YyBCTBUTENBHOCTb K YD-U31y4EeHMIO KOXM MOXKET BapbMpPOBATLCS B 3aBUCMMOCTH OT
y4acTka M TMna Koxu yenoeka. CnocobHOCTb K afeKBaTHOMY CUHTE3Y NMUTMEHTa B
KOXXe BO MHOIOM npeaonpefeneHa reHeTuyecku.

BbisiBNeHHble BapuaHTbl

Fen BapuaHT Ba reHoTUn
LOC105374875 rs12210050 c/C
GRM5 rs10831496 A/G
HERC2 rs12913832 A/G
IRF4 rs12203592 c/C
- rs966321 T/G
SLC45A2 rs28777 A/A
CDK10 rs258322 A/G
0OCA2 rs7495174 A/A
TYR, LOC107984363 rs1393350 G/G
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Konnyectso HEBYCOB

HeByc (poanHka) — nobpokavectBeHHOe 06pa3oBaHMe KOXM, NpeacTaBAeHHoe
rPynnowv HEBYCHbIX KNETOK, COAEPXaLLMX B 60MbLIOM KONMYECTBE NMUTMEHT MENTAHMH.
HeBycbl paznuuatotcsa no dopme, pasmepy, LBeTy u konmyectsy. OgHako, B
60NbLIMHCTBE Cly4YaeB OHM NpeacTaBieHbl CUMMETPUYHbIMU 0O6pa3oBaHMAaIMM MeHee 6
MM B AMAMETPe, OKPYII0oW UAKN OBanbHOM HOPMbI, C POBHOM NMOBEPXHOCTHIO.

HeBycbl yalle 06pa3ytoTca Ha yyacTkax, bonee noaBepXKeHHbIX BAUSHUIO CONHEYHOTO
U3MYYEHUS - TPYab, BEPXHUE M HUXKHME KOHEYHOCTH, M TOPa3fo PeXe Ha NafoHsIX,
CTYMHSAX M HOITEBOM oXe. Y NpUBAN3NUTENbHO TPETU AETeW M B3POC/bIX HEBYCHI
pacnofiaratoTcsa Ha CKanbMne, YTO CYMTAETCS MapKepoM BOJbLLEr0 KOIMYECTBA HEBYCOB
Ha KOXe B LiesioM. He cMOTpS Ha To, 4TO N0 OnpeaeNieHno HeBYCbl BNAKOTCS
n06poKaYecTBEHHbIMM 06PA30BAHMSIMU, HEKOTOPbIE U3 HUX CO BPEMEHEM MOTYT
03/1aKOYEeCTBNATLCS.

Jlroan ¢ 6oNbWKUM KOIMYECTBOM POAMHOK HA KOXE BXOAST B Fpynmny MOBbILLEHHOro
pUCKa pa3BMTUS MeNaHOMbI U AOMIKHbI M36eratb Ype3MepHOro BAUSAHUS CONHEYHbIX
ny4yen, a TaKxxe nepnoamyeckn NpoxoanTb AepMaTocKonmyeckoe obcnenoBaHue.
HeBycbl 6bIBalOT BpOXAEHHBIMU U NpUOBpeTeHHbIMU. BpoXXaeHHble HEBYCbl BO3HMKAKOT
BCNeACcTBMe IMOPUOHANBHOMO pOCTa, FeHeTUYECKUX 0CODEHHOCTEN, a TaKXXe COCTOSHUS
3[0pOBbS MaTepU: HANIMUYME TOPMOHASbHBIX HapyLWeHUI, MHDEKLMM MOYENONOBOro
TpakTa. Ha 06pa3oBaHune HEBYCOB C BO3PACTOM, a TaKXXe Ha UX KOJIMYECTBO, BAUAIOT
cnepyrowme hakTopbl: CTeneHb NOABEPXKEHHOCTHU YNbTPAdMONETOBOMY U3NTyYEHUIO, B
TOM YMCNe UCKYCCTBEHHOMY (consipui), GeHoTUNnyeckne oCobeHHOCTHM (1am Co
CBET/IOM KOXEW CKIOHHbI MMeTb B0nbluee KONMYEeCTBO HEBYCOB), TEPMUYECKME OXKOTU U
Apyrve TpaBMbl KOXM, FOPMOHAJIbHbIE HAPYLIEHMS, HAaNMYmMe TakmMx 3aboneBaHnM Kak
TOKCUYECKMI INMAEepManbHbli HEKPOSIU3 UK Bynne3Hbii 3NMAEepMOIn3, a TakKXe
HacneacTBEHHOCTD.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHotun
LOC107987026 rs4636294 A/G
PLA2G6 rs2284063 A/G

152



[Mneptpoduyeckme pybubl

[MnepTpodumyeckme pybLbl pacCMaTPUBAOTCA KaK MNATONOMMYECKUE WpPaMbl C HESIPKO
BbIpAXXEHHbIM BOCMNANUTENIbHbIM KOMMOHEHTOM U HU3KOM arpecCUBHOCTbIO MHBA3UM.
[MnepTtpodumyeckune pybLbl MOryT ObiTb BbI3BaHbl KOXXHOM TPAaBMOM, pPa3apaXKeEHUEM,
BK/IH0YAN YKYC HACEKOMbIX, OXOT, XMPpYypruyeckne BMeLaTeNbCTBa, BakLMHALUMIO,
MUPCUHT KOXM, akHe, GONNKYNUT, BETPSHYIO OCMY U repneTuyeckyro MHeKUMH.
[puMeyaTenbHO, YTO MOBEPXHOCTHbIE TPABMbl, KOTOPbIE HE AOXOAAT A0 PETUKYNSPHOM
LepMbl, HUKOIAA He BbI3bIBAOT runepTpoduryeckoro pybLesaHus.

JTO rOBOPUT O TOM, YTO runepTpoduyeckue pybLbl Bbi3BaHbl MOBPEXAEHWEM ITOMO
C/108 KOXM U nocnenyowmnm abeppaHTHbIM 3aXXMBIEHMEM PaH, KOTOpoe
XapaKTepu3yeTcs HenpepbIiBHbIM U TMCTONOMMYECKU JTIOKAIM30BaHHbIM BOCNaneHueMm. B
pe3y/nbTate peTUKYNSIPHbIN CoKM runepTpodmyecknx pybLoB coaepxuT
BOCNAaNUTENIbHble KNeTKU, yBeNMYeHHoe Konnyectso pubpobnacros,
HOBOOOPa30BaHHbIX KPOBEHOCHbIX COCYA0B M KOMNAreHOBbIX Aen03MTOB.
[Mneptpodumyeckne pybubl 06bIYHO CTAHOBATCS 3aMeTHbIMKU MPUMEPHO Yepes 3 Mecaua
nocne TpaBMbl, 3TO CBA3AHO C TEM, YTO BOCNANEHWe peTUKYNSIPHOM AePMbI, KOTOPOe
HauYMHAEeTCs cpa3y Nocse NepBoHAYaIbHOM TPaBMbl, MPOAOMKAETCA B AASIbHENLLEM.

Bonee Toro, B cnydyae XMpypruyeckmx paH nauMeHTbl CKNOHHbI OWMBOYHO NonaraTth, YTo
CLUMTas paHa OKOHYaTE/IbHO 3aKM/la Ha 3Tane yaaneHus WBoB. ITO NPOUCXOAUT
MoTOMY, YTO Yyepe3 7-14 nHel nocnie onepaumm ANMAEPMUC PereHepupyeT 1 paHa
3aKpbIBAETCS U HE KPpOBOTOUMT. OfHAKO Ha 3TOW CTaauM AepMalibHas MaTpuua BCe eLle
CO3pEBaET, U B PETUKYNAPHONM AepMe NPOUCXOAUT BOCMaNEHME.

Ecnu B 3TOT MOMEHT peTUKYNSPHbIM C/I0M NOABEPraeTcs BHELWHEN U / MU BHYTPEHHEN
CTUMYNSLMK, BOCNAneHne He ocnabeBaeT M BMECTO 3TOro CTaHOBUTCS BCe bonee
BbIp2XXE€HHbIM. 3TO NpoBOLMpYyeT 06pa3oBaHMe NAaTONOMMYECKMX WPaMOB, KOTOpbIe B
KOHEYHOM UTOre CTAHOBATCH BUAMMbIMU Yepe3 HECKONbKO MecsiLeB Noc/ie onepauuu.
NHTEHCMBHOCTb, 4acTOTa U NPOAOIKUTENbHOCTb CTUMYJIOB ONPEAEenstoT, KakK bbICTpo
NOSIBNAKOTCS LWpaMbl, HANPaBAeHMe U CKOPOCTb POCTA, A TaKXKe BbICOTY pybua.

CTMMy)'IbI, KOTOpbl€ B/INAKOT HA XapPaKTEPUCTUKN N KOJTUHECTBO I'MI'IEprOCI)W—IECKMX
DY6LI,OB, BK/TIOYAIOT B C€6S MHOXECTBO MECTHbIX, CUCTEMHbIX U FEHETUYECKMX CbaKTOpOB.
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Mpennonaraercs, YTo KIMHUYECKUE Pa3IMUMA MEXOY KENOUAAMU U
rMnepTpodmyecknumm pybuamm oTpaxaoT BapuabenbHOCTb MHTEHCMBHOCTH, YaCTOTbl U
MPOAO/IKUTENBHOCTM BOCMANEHNUS PETUKYNSPHON AEePMbl.

BbisiBNeHHbIe BApUaHTI

leH BapuaHt Baw reHoTun

CSMD1 rs11136645 T/C
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[ NTMKMpOBaHue

OpraHu13M UCNob3yeT MMHKO3Y Kak OCHOBHOW UCTOYHMK TonaMBa. Eciv rniokosa He
MeTabonM3npyeTcs AOMKHbIM 06pa3oM, Kak, HanpuMep, Npu caxapHoM auabeTe, Toraa
3anyckaeTcs NPoLecc MMUKMPOBaHUsS — HedepMeHTaTUBHOIO NPUCOEANHEHUS
MOJIeKY/bl caxapa (FoKo3bl MM dPYKTO3bl) K 6enKy uam nunuay. B koxe 3ToT npouecc
MPOUCXOAUT CefyowmnM 06pa3oM: K033 CBSA3bIBAET KOIAreH M BOIOKHA 3/71aCTUHa,
06pasys C HUMM NPOYHYHO CBSA3b M (HOPMMPYS TaK Ha3biBAEMbIE KOHEYHbIE NMPOAYKTbI
TMKUPOBaHMS.

JTO NPUBOAMT K CTPYKTYPHBIM U DYHKLMOHANbHBIM U3MEHEHWUAM TKaHEN, YTO
BbIPAXAETCA B MOSBNEHUN MOPLUMH, CyXOCTU U ApabnocTu Koxu. NokasaHo, 4To 3ToT
npouecc 6onee yCKOpeHHO NPOTEKAET C BO3PACTOM, HapyLLIas CO BpEMEHEM
CNoCoBHOCTb KOXM K pereHepaumm. KonmuecTBo KOHEYHbIX NPOAYKTOB FMKMPOBaHMS B
KOXX€ MOXXHO KOCBEHHO OLLEHWTb MO OLeHKe dhayopecLeHLMn Koxu. Ha aty
CNOCOBHOCTb, @ 3HAYUT M Ha 06pa3oBaHME NPOAYKTOB MMUKUPOBAHUS BAUSET
MHOXeCTBO (haKTOPOB: BO3paCT, Macca Tena, ypoBeHb MMKMPOBAHHOIO reMornobumHa,
KypeHue, a TaKkxKe reHeTuka.

BbisiBNIeHHble BapuaHTbl

leH BapuaHnt Baw reHotun

= rs4921914 T/C
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[loko3arekcaeHoBas KucnoTa (omera-3)

[loko3arekcaeHOBas KMCNOTA OTHOCUTCS K OMera-3-noJIMHEHACILWEHHbIM XUPHbIM
KMCNOTaM. DTU KMCOTbl UTPAIOT BAXHYIO POSib B MeTabonusme u BnarTca
He3aMeHUMbIMU: OPraHM3M YeNoBeKA He MOXET CUMHTE3MPOBATb UX U3 NMPOCTbIX
BewecTB. EAMHCTBEHHbBIM UCTOYHMK OMEra-3 — nuua.

B yacTHOCTM, LOKO3arekcaeHoBas KMCI0Ta COAEPXKMTCA B TaKMX NPOAYKTaX, KaK JI0COCb,
aTnaHTMYeCKas cenbib, MOPCKME MONNIOCKK, Bogopocan. Kak u apyrue omera-3
KMCNOTbI, JOKO3areKCaeHoBas KMC0Ta NOMOraeT Koxe HopManbHO (PYHKLMOHMPOBATb
M NOAAEPXKMBAET CTPYKTYPbl KNETOYHbIX MEMOPAH, YTO BNMSET HA €€ BHELLHMWI BUA.
Takxe NoNMHEHACbILEHHbIE XXMPHbIE KMCIOTbI 3aLMLLAKT KOXY OT narybHoro Aencremns
CONHEYHbIX NIy4er U OKMCIIUTENIbHOIO CTpecca, MHIMbMpyoT paboTy
NpOBOCMANMUTENbHbIX areHTOB, CMOCOOCTBYHOT 3a)KMBNEHMIO PaH, CTUMYNUPYIOT
YHUUTOXEHME (QNOMNTO3) 310KAYECTBEHHbIX KNETOK.

JTO CHUXAET PUCK pa3BUTMS aTONMMYECKOro AepMaTUTa, NCopmasa, akHe U
3/10Ka4eCcTBEHHbIX HOBOOOpa3oBaHuii. CoaepaHme 00KO3areKCaeHOBOM XXUPHOM
KMCNOTbl 3aBUCUT HE TOJIbKO OT AMETHI, HO M OT reHETUYECKMX (HaKTOPOB, KOTOPbIE
BIMAIOT Ha ee MeTabonmsm.

BbisiBNeHHble BapuaHTbl

[eH BapuaHt Baw reHotun

ELOVL2 rs953413 A/G
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[loko3aneHTaeHoBas Kncnota (oMera-3)

[loko3aneHTaeHOBas KMCNOTA OTHOCUTCS K OMera-3-noJIMHEHACILLEHHbIM XXUPHbIM
KMCNOTaM. DTU KMCOTbl UTPAIOT BAXHYIO POSib B MeTabonusme u BnarTca
He3aMeHUMbIMU: OPraHM3M YeNoBeKA He MOXET CUMHTE3MPOBATb UX U3 NMPOCTbIX
BewecTB. EAMHCTBEHHbBIM UCTOYHMK OMEra-3 — nuua.

B yacTHOCTM, LOKO3aNeHTaeHOBas KMCNOTA COAEPXKMTCS B XKMPE MOPCKUX
MNEKOMUTALMX U XXMPHOW pbibe. Kak 1 apyrve omera-3 KMCnoThl,
[0KO3aMneHTaeHOBAs KMC/I0Ta MOMOraeT KOXe HOPMasibHO (PYHKLMOHUPOBATb, YTO
B/IMSIET HA ee BHELWHMI BMA. TakKe NOIMHEHACILLEHHbIE XXMPHbIE KUCNOTbI 3aLUMLLAKT
KOXY OT narybHoro femcTeua CONMHEUYHbIX ly4ei 1 OKUCIUTENbHOrO CTpecca,
MHIMOMPYIOT PaboTy NPOBOCMANMUTENIbHBIX areHTOB, CMOCOOCTBYIOT 3aXKMB/IEHUIO PaH,
CTUMYNUPYIOT YHUUTOXKEHME (QNOMTO3) 310KaYECTBEHHbIX KNETOK.

JTO CHUXAET PUCK pa3BUTMUS aTONMUYECKOro AepMaTuTa, Nncopmasa, akHe u
3/10Ka4yeCcTBeHHbIX HOBOOBpasoBaHui. CoaepXKaHme AOKO3aneHTaeHOBOM XUPHOM
KMCOTbl 3aBUCUT HE TOJIbKO OT AMETbI, HO U OT reHeTMYyeckmnx hakTopoB, KOTOpble
BNMAIOT Ha ee MeTabonnsm.

BbisiBNeHHble BapuaHThl

Fen BapuaHT Bau reHoTun
FADS1 rs174547 T/T
GCKR rs780094 T/C

ELOVL2-AS1 rs9393915 T/C

157



JMKO3aneHTaeHoBasa KMcaoTa (oMera-3)

JIKO3aneHTaeHoBas KMC/I0Ta OTHOCUTCA K OMera-3-nosIMHEHACbIWEHHbIM XXUPHbIM
KMCNOTaM. DTU KMCOTbl UTPAIOT BAXHYIO POSib B MeTabonusme u BnarTca
He3aMeHUMbIMU: OPraHM3M YeNoBeKA He MOXET CUMHTE3MPOBATb UX U3 NMPOCTbIX
BewecTB. EAMHCTBEHHbBIM UCTOYHMK OMEra-3 — nuua.

B yacTHOCTH, 3MKO3aneHTaeHoBas KUCNOTA COAEPXKMUTCA B TaKUX NPOAYKTAX, KAaK
N0COCb, aTNaHTUYeCKas CeNbAb, MOPCKME MOTOCKM, BOAOPOC/M, NeveHb Tpecku. Kak u
Apyrve oMera-3 KMCIoTbl, 31MKO3aneHTaeHoBas KMC0Ta MOMOraeT KoXe HOpPManbHO
(OYHKUMOHUPOBATL M NOAAEPXKMBAET CTPYKTYPbI KNETOUYHbIX MEMBOPAH, UTO BAUSIET Ha ee
BHELHMIM BMA,. TaKKe NONMHEHACHILLEHHDbIE XXUPHbIe KACIO0TbI 3aLLMLLAKT KOXY OT
narybHoro AenCcTBMS CONHEYHbIX JlyYer U OKUCAUTENbHOrO CTpecca, MHIMbMpyoT
paboTy NpOBOCMANUTENbHbIX areHTOB, CNOCOOCTBYIOT 3aXXMBNEHUIO PaH, CTUMYAUPYIOT
YHUUYTOXEHMWE (anonTo3) 3/10KaYeCTBEHHbIX KETOK.

JTO CHUXAET PUCK pa3BUTMS aTONMMYECKOro AepMaTUTa, NCopmasa, akHe U
3/10Ka4eCcTBEHHbIX HOBOOOpa3oBaHuMi. CoaepxaHue 31MKO3aneHTaeHOBOM XMPHOM
KMCNOTbl 3aBUCUT HE TOJIbKO OT AMETHI, HO M OT reHETUYECKMX (HaKTOPOB, KOTOPbIE
BIMAIOT Ha ee MeTabonmsm.

BbisiBNeHHble BapuaHTbl

[eH BapuaHt Baw reHotun
FADS1 rs174547 T/T
ELOVL2 rs3798713 G/C
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JInHoneBas kucnota (oMera-6)

JInHONEeBas KMCNOTa OTHOCUTCS K OMera-6-noJIMHEHACILLEHHbIM XXMPHbIM KUCIOTaM.
ITU KMCNOTbI Hapsay C OMera-3 UrpatT BaXKHYH po/ib B MeTaboM3Me U 9BNSHTCS
He3aMeHWMbIMW: OPraHM13M YeloBeKA HE MOXKET CMHTE3UPOBATb UX M3 NPOCTbIX
BewectB. Of4HAaKoO oMera-6 1 oMera-3 UMerT pasHble PYHKLMM B OpraHu3Me.

YueHble cuUMTatoT, YTO OMera-6 SBNAKTCS MnpoBOCMNaJ/INTENIbHbIMMN ar€HTaMm, a oMera-3 -
NnpoTUBOBOCNA/IUTESTIbHBIMMW. 5e3ycnosHo, BOCnaneHume aBnaeTCA O4€Hb Ba>KHbIM
npoueccomMm U NOMOraeT 3alluTUTb OPraHM3Mm oT MHCI)eKLI,Ml\;i, HO XpOHMn4yeckoe
BOCManeHMe MOXET CNocobCTBOBATh pa3BUTUIO 3aboneBaHu. nO3TOMy nccnenoBaTesm
nonarakT, 4TO ANeTa C BbICOKMM COAEP)KAHNEM oMera-6, HO C HU3KMM - oMera-3 He
ABNAeTCcd BD,ODOBOVI, B TO BpeM4A KaK AUETA, KOTOPAA BK/IHOYAET B cebsq
C6aﬂaHCMpOBaHHOG KOInM4eCTBO OAaHHbIX KMCNOT, NOJie3Ha ANng OpraHM3ma.

EAMHCTBEHHBIM MCTOYHMK OMera-6 — nuua. B yactHoCTH, NMHONEBAs KMCNOTA
coaepXXMTcs B 60/IbLLIOM KONMYECTBE B paCTUTENbHbIX Macnax. [ofiMHeHacbIWeHHble
XMPHbIE KMCNOTbI 3aWMLLALOT KOXY OT NarybHOro AencTBms COTHEYHbIX Jlyven U
OKMCNUTENbHOIO CTpecca, MHrMbMpyoT paboTy NpOBOCNANUTE/NIbHBIX areHTOB,
CNOCOBCTBYIOT 32XKMBIEHUIO PaH, CTUMYNIUPYIOT YHUUTOXEHME (QnOonTo3)
3/10KaY€CTBEHHbIX K/IETOK.

ITO CHMXAET PUCK Pa3BUTMS aTOMMYECKOro AepMaTuTa, NCopmasa, akHe u
3/10Ka4eCcTBEHHbIX HOBOOOpa3zoBaHui. CoaepxxaHMe NMHOEBOM KUCNOTbl 3aBUCUT He
TONbKO OT AMETbI, HO U OT reHeTUYeCckMx HakTopoB, KOTOPbIE B/IMSAIOT Ha ee
mMeTabonusm.

BbisiBNeHHble BapuaHTbl

Fen BapuaHT Balu reHoTun
FADS1 rs174550 T/T
PDXDC1, NTAN1, rs1136001 G/G
LOC102724985
JMID1C rs7080386 C/A
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KenounaHbie pybubl

KenounaHeit pyber, — 310 pubpononudepatmpHoe paspactaHme gepMbl B pesynbraTte
HapyLeHns npouecca 3axmeneHus paH. O6bluHOe 3aXKMBNEHME paH BKIOYAET B cebs
TOHKMM B6anaHC Mexay 601blWMM KOJIMYECTBOM B3aMMOLENCTBYOLWMX FTEHOB M MOJIEKYII.
B HopMe B npouecce 3aXMBEHUS KOXM eCTb TpU da3bl: BOCNANUTENbHAS,
nponudepatmeHas u dasa cospeBaHms pybua.

Kenona MoxeTt chopMMpoBaThbCs Npu Ype3MepHOM HaKomaeHMn 6enkos
BHEK/IETOYHOro MaTpmKca BO BpeMs ¢dasbl co3peBaHus. KenompgHoii pybey,
npeacrasnset cobon wpaM, KOTopbli pacteT 6@€30CTaHOBOYHO M MHBA3MBHO, BbIXOAS 33
npepensl ucxogHom paHbl. O6pasyoTcs vale Bcero B nybepTaTHOM BO3pacTe, y
XXEHLLMH PUCK YBENMYMBAKOTCS BO BpeMs BepeMeHHOCTHU, O4HAKO MOTyT YMEeHbLUATbCS B
pa3Mepax nocne MeHonaysbl.

3TO CBMAETENLCTBYET O BIUSIHUM FOPMOHOB Ha BO3HMKHOBEHME KENIOMIHbIX Py6LOB.
[MoMKMMO 3TOro, MOKa3aHo BAUSIHUE TakMX (DAKTOPOB, KaK PacTXKeHWe, TpaBMaTU3aLms
wpama U nHobekuus. CeMeltHble cy4am M pacnpoCTPaHEHHOCTb Kenionaa y 6an3HeLoB
TakXXe NoAepXXMBAET KOHLEMNLMIO FeHETUYECKOW BOCMPUMMUYUBOCTH K KENIOUAHBIM
pybuaMm. B HacToswee BpeMsi NpeanonaraeTcs ayToCOMHO-A0MUHAHTHbIN TUM
HaCne[0BaHMA C HEMOHOM NEHETPAHTHOCTLIO M BapbUPYHOLLENCS 3KCNPECCUBHOCTIO.

BbisiBNieHHble BapuaHTbl

Fen BapuaHT Baiu reHoTvn
= rs873549 T/T
- rs1511412 G/G
BPESC1 rs940187 C¢/C
NEDD4 rs8032158 T/C
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CoNHeYyHble NeHTUro

ConHeyHoe NeHTUro — 3TO YYACTOK KOXM C MHTEHCMBHOW MUIMEHTauuew,
BO3HMKAKLWKUIN BCeACTBME NIOKANbHOM Nponudepaumm MeNaHOUMTOB U aKKyMynsLmMm
MeflaHUHa B KNeTKax KOXM (KepaTtuHoumTax). Bctpeyaetcs 4OBOBHO YacTo, 0COBEHHO
cpeam nogen ctapwe 40 net. ConHeYHble NEHTUIO ABASKOTCS NIOCKMMU KOXHbIMM
31eMeHTaMU, MOTYT UMETb OKPYIYI0, OBaNbHYI MM HEMPABUIbHY hOpMYy.

LLBeT BapbMpyeT OT TEMHO-KOPUYHEBOIO [0 YEPHOr0, U 3aBUCUT OT LiBETA KOXMU; B
AMAMETpPE 3/1EMEHTbI MOTYT AOCTUraTb OT HECKOIbKUX MUIIMMETPOB 10 HECKOJIbKMX
CaHTMMETPOB. PacnonaratoTcst NpeMMyLLECTBEHHO Ha y4acTKax KoXu, Hanbonee
NOABEPXKEHHbIX COTHEYHOMY BO3AENCTBUIO — NIULLO, Tbi/IbHAs MOBEPXHOCTb JIAA0HEN.
Co/IHEYHble NEHTUIO JOBOJIbHO IEFKO AMArHOCTUPOBATb.

OnHako UHoraa NeHTUro HenpaBwuIbHOM GOPMbI OCTAaTOYHO CIIOXKHO
anddepeHumnpoBaTtb ¢ MenaHoMon. CoTHeYHbIe IEHTUIO ABAAKOTCS YaCTbIM
nposiBNIeHMeM CTapeHus KOXKU. CTapeHne KOXK SBNSETCS pe3ybTaTOM KaK BHYTPEHHUX,
TaK Y BHEWHMUX HAKTOPOB.

B To BpeMs Kak CTapeHue C BO3pacTOM SIBNISIETCS NPEUMYLLECTBEHHO FreHeTUYEeCKM
LETEPMUHUPOBAHHbBIM NPOLLECCOM, Pa3BUBAKOLWMUMCS B pe3ybTaTe HEYKNOHHOMO
HapyweHnsa GYHKLMM KNETOK, NOTEPU BHEKTIETOYHOIO MAaTPMKCa M APYrMx BO3PaCTHbIX
M3MEHEHWN, BHeLWHME haKTOopbl, TaKMe KaK ANMTeNlbHOEe BO34ENCTBME COMHEUHbIX NTyYen
Ha KOXY, BHOCST AOMNONHUTENbHbIM BKNAA4 B NPOLECC CTapeHMs, KOTOPbIM Ha3blBaeTCs
doTtoctapeHnem. OgHaKo, HECMOTPS Ha OCHOBHYHO ponb YD-ny4yen B npouecce
$hOTOCTApEHUS], €0 MHTEHCMBHOCTb TAKXE 3aBUCUT OT FrEHETUKM.

BbisiBNieHHble BapuaHTbl

leH BapuaHnt Baw reHotun
- rs9350204 A/A
- rs9358294 A/A
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MycKoe 300p0oBbe




Pucku

Bbicokuit puck

OTHOCHUTENBHDIN CpaBHeHue co

CpepHuii puck

Baw pwmck

HazBaHue

cpegHuM

puCK

1.41% 7.58x +9.27%

10.68%

Oyarosoe obbiceHMe

OTHOCHUTENBHbIN CpaBHeHue co

CpenHuii puck

Baw pwmck

Ha3BaHue

CpefHUM

pUCK

44.9% 1.12x +5.45%

50.35%

AHOporeHHas anoneums
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OyaroBoe 0OnbiCceHue

CpeaHumn puck 1.41%

Baw puck 10.68%

OuaroBas anoneums — 3TO NATOIOrMYECKOE BbINaLEHME BOJIOC, MPUBOASALLEE K UX
nopeaeHMo AU NOJTHOMY MCYE3HOBEHUIO HA OnpeaeneHHbIX 061acTaX ronoBbl MK
Tena. YactoTa BCTpeyaemMoCTu cpeam Hacenenms konebnetcsa ot 1% no 2,5%.
3aboneBaHune BO3HUKAET B pe3ynbTaTe NOBPEXAEHNS KNETOK KOPHEBOM CMCTEMbI BONOC
$haKkTopamMu UMMYHHOM 3aLWMTbl, YTO CBSA3AHO C HApYyLLEeHMeM MeTabonnsma
PETUHOMAOB, OTBEYAOLWMX KPOME BCEro NpoYvero 3a 31aCTMYHOCTb M pOCT BOJIOC.

CyuiecTByeT reHeTMYecKas nNpeapacnonoXeHHOCTb K AaHHOMY 3aboneBaHuio. B
OCTa/IbHbIX C/Iy4asiX K HEMY NPUBOAST IMOLMOHA/IbHbIE CTPECCHI, BaKLIMHALMS,
BUPYCHble 3a60N1EBAHMS U NPUEM HEKOTOPbIX NpenapaTtoB. Ha nepBoi ctaamumu 6onesHu
nosenseTcs He6onbLWoe NATHO 06/1bICEHMUS, KOTOPOMY XapaKTEPHO MOKPaCHEHME,
COMPOBOXAAOLLEECS HOKEHUEM, 3YA0M W NMOBbILLEHHOW YYBCTBUTENIbHOCTBIO KOXM.

B7% cny4yaeB OHO nepepactaeT B NMNOJIHYK NOTEPH BOJZIOC HA rosioBe UM Ha BCEM TENE.
Ouaru BbiNaaeHUs BOJIOC UMEKT OKpyribleé UNn OoBaJibHbl€ OYEPTAHUA. Bonocol BOKpYr
HUX HeyCTOI;'IHMBbI nnpu cnabom noTarmMBaHMM BbiNaaaT HEOONbLWNMM My4YyKaMmu.

3aTteM NpPoUCXoaMT CIMSIHWME HECKOJIbKMX 04aroB B OAMH KPYMHbIA Yy4aCTOK 00/IbICEHMS,
KOTOPbIA CTAHOBUTCS 3aMeTeH AN okpyxatowmx. Okono 25% nioaen MMerT Takxke
OTK/IOHEHMS B GOPMUPOBaHMK HOITer. ECnv naumeHT He oyeHb 06eCcnoKoeH noTepen
BOJIOC, Llenecoobpas3HO NpMAEPXKMBATLCA TAKTUKM HAONOAEHMS U BbKMAAHMS. B MHOM
C/lyyae yalle BCEero Ha3Ha4alTCa ropMoHanbHble npenapatbl (Kak NpaBuio,
KOPTUKOCTEPOUAbI).
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[eHeTnyecKkne MakTopbl pUCKA 04aroBoro

00OnbICeHna

BapMaHTbI, CHMXarwuwme pncK

Bapl/IaHTbI, nosbllWaOWmne pnUck

Bknan

leHotun
A/A
vl
G/G
A/A

BapuaHnt
rs6932542

[eHoTMN Bknap, leH

BapuaHnt
rs16898264

rs9275572

leH

A/A
G/G
/T
c/C
C/C
C/C
A/A

rs3118470
rs3763312

IL2RA

HLA-DQA1

rs1024161
rs3096851

rs6910071
rs9479482
rs705708

Cé6orf10

/T

A/G

rs10760706
rs3130320
rs694739

STX17

ERBB3

/T

A/G

rs13729
rs4147359

G/T

rs1701704

IKZF4
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AHOporeHHas anoneums

CpenHuin puck 44.9%

Baw puck 50.35%

AHpporeHHas anoneumus — 3To 3aboneBaHue, KOTOPOE XapaKTepmnsyeTcs UCTOHYEHUEM
M BbiNageHMeM BosIoC Ha ronose. Cebiwe 95% Bcex cnyvyaeB 06/bICEHUS MY>XKUMH
NPOMCXOOMT UMEHHO M3-3a 3TOM 6one3Hu. [laHHblie MO YacToTe ee NOosBAEHUS Y
YEHLLMH 3HaunTenbHOo pacxopartcs: oT 20% no 90% Bcex cnyyaeB notepu BonocC.

JTO CBA3aHO C MEHEE 3aMETHbIM U TPYAHEE AMArHOCTUPYEMBIM MPOSIBNIEHUEM 3TOrO
HAPYLLUEHMS Y XKEHCKOTO nona. MpuynHoi pa3BuTus 3aboneBaHMs MOXKET CTaTb
reHeTMYecknii hakTop — BPOXAEHHOE yKopouyeHMe (asbl pocTa BOMOC, KOrAa OHM
ObICTPO UCTOLLLAIOTCS, CTAHOBATCS KOPOTKMMU U BbINadakoT. Takxke aHapOreHHas
anoneums MoxeT ObITb BbI3BAaHA M3MEHEHMEM FOPMOHabHbIX MPOLLECCOB, B pe3yfibTaTe
KOTOPOro NpoMCXoauT paspylieHue Gonnukyna.

[MepBbiM NPU3HAKOM 3TOM NATONOMMKU CYUTAETCS HaNMYME HA FONI0BE BOJOC,
Pa3IMYaLLMXCA NO AJIMHE U TONWMHE, 3aTEM HA CMEHY BbINABLIMM MOSABASIOTCS BCE
6onee cnabble BONOCKM A0 TEX MOP, MOKA BONOCSHAS NYKOBULLA COBCEM He
atpodupyeTtcs. Y My>XKUMH TakMe NpoLecCbl HAUYMHAKTCSA CO CTOPOHbI 163 U Ha TEMEHM.

Co BpeMeHeM 30Hbl 006/1bICEHUSI MOCTEMEHHO PACLLUMPSIOTCS U C/IMBAKOTCSA B O4HY
3aNbICMHY. Y XXEHLIMH NOTEpS BONIOC NPOMCXOAUT PAaBHOMEPHO NO BCEM rofioBe, YyThb
6onble Ha Makywke. Yepes 10-12 net TeyeHns 60ne3HN yCTbst PONIMKYNOB 3apacTatoT
COEAMHUTENIbHOM TKaHbIO U YXKe HEe MOTyT NPOM3BOANTb AAXE NMYLIKOBbIE BOMOCHI.
JleyeHue BKIOYAET NEKAPCTBEHHYIO M NA3EPHYH0 TEPAnmMK, a TakKe TPAHCNAAHTALMIO
CcoBCTBEHHbIX BOMOC.
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[eHeTUnyecKkne GakKTopbl pUCKA aHAPOreHHOoM
anoneumu

Bapl/IaHTbI, nosbllWaOWmne pnUck

leH

BapuaHT
rs6772287
rs13092705
rs1276250
rs71635652
rs1422798
rs12902958
rs844193
rs6683032
rs2863081
rs7542354
rs186749
rs427754
rs10771462
rs7226979
rs9398035
rs8085664
rs112385572
rs9719620
rs538628
rs10516537
rs149801367
rs12144907
rs6811219
rs12185725
rs144733372
rs174581
rs6756875
rs1842202
rs12509636
rs6802174

leHoTun
c/C
vl
C¢/C
G/G
C/C
G/A
/T
c/C
G/A
G/G
G/G
C/C
G/A
vl
C¢/C
c/C
A/A
/T
G/G
A/C
/T
G/C
/T
A/G
/T
G/G
C/C
A/A
C/C
c/C

Bknag

167

BapMaHTbI, CHMXarwuwme pncK

leH

WNT10A

BapuaHT
rs7362398
rs7362397
rs6035986
rs2047198
rs3781452
rs9357047
rs9388490
rs246180
rs13021718
rs7680591
rs11497798
rs199791
rs12203592
rs6982226
rs29073
rs17265513
rs2028122
rs690333
rs7974900
rs855256
rs7349332
rs59712316
rs1474368
rs801525
rs939963
rs75732647
rs6588396
rs1005734
rs16862069
rs2117234

leHotun
/T
vl
G/G
/T
/T
T
/T
A/A
G/A
/T
C/C
T
c/C
vl
C/C
T/C
G/G
A/A
T/C
c/C
C/C
G/C
A/G
G/G
G/C
c/C
T/C
C/A
G/G
/T

Bknan
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- rs145226407  A/A 0.52% - rs10930758  A/G
- rs10928235 A/T 0.5%
- rs8013382 A/A 0.45%
- rs76972608  A/A 0.42%
- rs12214131  G/A 0.32%
- rs2143109 A/G 0.3%
- rs1576101 AT 0.26%
- rs67803788 G/A 0.12%
- rs4363059 AT 0.1%
THADA rs6732426 /T 0.045%

168



Mpusnakn  EZEIBLBEIEL

[1pU3HaKM

MpusHak PesynbTar

YpoBeHb TeCTOCTEpPOHA Y nogen ¢ BalMM reHOTUNOM Yallle MOHMXKEHHbIM YPOBEHb
TecTocTepoHa

YpoBeHb Y nogen ¢ BaWMM reHOTUNOM Yallle MOHMXKEHHbI YPOBEHb

ANrMApOTeCTOCTEPOHA ANrMapoTeCcToCcTepOHa

nobynuH, cBA3bIBAOLLMIA Bbl npeapacnonoxeHbl K MOHUXKEHWUIO YPOBHS rNOGYIMHOB,

NON0BblE TOPMOHbI Y MYXYNUH CBA3bIBAOLWMX MOSIOBbIE TOPMOHDI

Honga ceoboaHoro PSA B Y Bac BblsiBNEHa NpPeapacnoNOoXeHHOCTb K NOBbIWEHMIO YPOBHS
KpPOBM csobopgHoro PSA
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Mpusnakn  EZEIBLBEIEL

YpoBeHb TeCToCTepoOHa

TecTocTepoH — OCHOBHOM MY)XXCKOM M0N0Bon ropMoH. OH 06pa3yeTcs B CEMEHHUKaX Y
MY>UYMH, @ TaKXKe B HE3HAUUTENIbHbIX KONMYECTBAX B IMYHMKAX Y XeHLWwmH. Kopa
HaANOYeYHMKOB MPOU3BOAUT TECTOCTEPOH U Y MYXKUMH, U Y XKEHLLMH.

TecToCTepoH y4acTBYeT B pa3BUTMM MYXKCKMX MONOBbIX OPraHOB, BTOPUYHbIX MOJIOBbIX
NPW3HAKOB, perynnpyeT cnepMatoreHes u nosiosoe nosegeHne. flopMoH okasbiBaeT
B/IMSIHME HA a30TUCTbIN U HOCHOPHbIM 0OMEH M POCT MbIlEYHOM TKaHW. H13Kui
ypOBEeHb CBOHOAHOI0O TECTOCTEPOHA B KPOBM CBSI3aH C PUCKOM pa3BUTMS psiaa
3aboneBaHui 1 NOTeper MblLlLEYHON MACCbl C BO3PACTOM.

YpoBeHb TECTOCTEPOHA MOXHO CYMTaTb MapKepoM 0OLEr0 COCTOSAHUS MYXKCKOTO
300p0Bbsi. B KpoBM BonblIas YacTb TECTOCTEPOHA HAXOAMTCS B COeAMHEHMM C Benkamu.
50-60% TecTocTepoHa cBsA3biBaeTcs ¢ 6enkoM rnobynmHoM. OctaBwmecs 40-50%
CBA3bIBAKOTCS C 6enkammn-anbbymmnHamu. Bcero 1-3% ot obuwero konnyectsa
npepocTaBnseT cBOOOAHbLIN TECTOCTEPOH.

BbisiBNieHHble BapuaHTbl

leH BapuaHT Baw reHoTun
- rs727428 /T
- rs5934505 T/
REEP3 rs10822184 T/C
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Mpusnakn  EZEIBLBEIEL

YpoBeHb AnrnapoTecTocTepoHa

OurnppoTtectoctepoH (OIT) — 6onee akTMBHag hopMa TeCTOCTEPOHa, FMABHOMO
MY>XCKOro nosoBoro ropmoHa. OH o6pasyeTcs HenocpeaCcTBEHHO M3 TECTOCTEPOHA B
KneTkax opraumsma. [iI'T yctaHaBnmBaeT 6osee npoyHble CBA3M C peLenTopamm
TeCTOCTePOHA, MO3TOMY MeHbLas KoHueHTpaums AT o6nagaeT 6onee BblpaXXeHHbIM
3pdekToM, yeM 60MblLAS KOHLEHTPALMS TECTOCTEPOHA.

N36bITOK AMIrMOPOTECTOCTEPOHA B BOMOCAHbIX GONIMKYNAX MOXKET NPUBECTU K
Ype3MepHOMY POCTY BOJIOC Ha TENIE U «KMYXXCKOMY» TUMY OBNbICEHUS Y MYXXUMH U
XEHLWMH. Takxke yBeNMYMBAETCS KMPHOCTb KOXM, YTO BeAET K 06pa3oBaHMIO yrpen.
YposeHb I T HAaNpsiMyto 3aBUCUT OT YPOBHS TECTOCTEPOHA M OT 6efka, KOTopbIi
OTBEYAEeT 3a npeBpalleHne TectoctepoHa B [T.

BbisiBNeHHble BapuaHTbl

[eH BapuaHt Baw reHotun

= rs727428 T/T
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Mpu3Haku

[NoGYNMH, CBA3bIBAKOLLIMI MONOBbIE FTOPMOHDI
Y MY>KUYMH

Y Bac npefpacnonioXXeHHOCTb K HU3KOMY YPOBHIO rT00YIMHOB, CBA3bIBAOLLMX
MONOBblE FOPMOHbI.. 33 3TO OTBeYaeT BapuaHT reHa SHBG. B Hopme, ypoBeHb
CBOOOAHOr0 TECTOCTEPOHA MOXET ObITb MOHMXKEH.

NobynuH, CBA3bIBAOLLMIM NOSIOBbIE TOPMOHbI — 6en0K, 0bnaaaoLwmin cnoCO6HOCTLIO
CBA3bIBATbCSI C MOMIOBbIMM FTOPMOHAMMU M TPAHCNOPTUPOBATb MX B HEAKTUBHOM
cocTtosiiuun. Ero Monekyna BbIrnSaMT Kak Wwap, NO3TOMY OH Ha3biBaeTCs rnobynnHoMm (ot
natuHckoro globulus — wapwuk). Kak u MHorne 6enku, ropMOH-CBA3bIBAOLLMNA
rNoByAnH CUHTE3UPYETCS KNeTKAaMMU NeYvyeHu.

My>KCKOW MONOBOM rOPMOH, TECTOCTEPOH, 06pasyeTcs 13 XxonectepuHa B KeTKax
MOMOBbIX Xefe3 U B KOpe HAaANOYEeYHUKOB. Y XXeHLMH TeCTOCTEPOH BblipabaTbiBaeTCs B
HebOoNbWNX KONMYECTBAX B IMYHMKAX M B HagnovyeyHmkax. fopMoOH onpegensiet paboty
MONOBbIX Xefe3, pOCT MblLLIEYHOM TKaHU, CTPOEHME TeNa, HACTPOEHME U PUCKM
HeKOTOopbIX 3aboneBaHui.

BbisiBNieHHble BapuaHTbl

leH BapuaHnt Baw reHotun

SHBG rs1799941 G/G
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Mpu3Haku

Lona ceobogHoro PSA B KpoBu

Bbl CKNOHHbI K NOBbILWEHHOMY YpOBHIO cBO6oAHOrO PSA B KpoBuW. TecT BbisSiBUN Y
BaC BapuaHTbl nonnMopdusMoB B reHe ATF7IP 1 Ha yyacTke Mexay reHaMu
KLK2 n KLKP1, koTopble onpeaensitoT NOBbILEHHbIM YpOBeHb CBOOOAHOro PSA.
JTO He yKa3blBAeT HA NAaTONOMMI0, @ TOJIbKO 03HAYaeT, YTO NOBbILLIEHHbIN
ypoBeHb cBob6oaHoro PSA B KpoBu — Balwa dusnonormyeckas HopMma.

[pocTatnyeckui cneumduyecknin aHtureH (PSA) — ocobbiin onyxonesbii Mapkep.
OnpepeneHune ypoBHs PSA B CbiIBOPOTKE KPOBM MCMNOJIb3YIOT ANSI PAHHENO BbISIBIEHMS
paka npeacratenbHom xenesbl. CneundryHOCTb U TOYHOCTb 3TOrO TeCTa HeAOCTaTOYHO
BbICOKa$l, TaK Kak ypoBeHb PSA noasepxeH BAMAHUIO pa3HbiX HaKTOPOB.

[MoBbIWEHHbIM YpoBEHb PSA MOXET yKa3blBaTb HE TOIbKO Ha pPak, HO U Ha
A06poKayecTBeHHble 06pa3oBaHMs UK Hecneuuduyeckme BoCnanuTeNbHble
npovueccol. [NoBbiweHne ypoBHS PSA MOryT npoBOLMpPOBaTb MEXAHUYECKUE
BO34ENCTBMS, HANpUMep, MacCax NpeacTaTenibHOM Xenesbl. YueHble pa3pabatbiBatoT
MeTOAMKM, CNOCODBHbIE MOBbICUTb TOYHOCTb U CMEeLMdUYHOCTb 3TOrO TeCTa.

[puHaTo onpenenatb Ase popmbl PSA — cBoOOAHbIN M CBA3aHHbIM C HEIKaMKU KPOBMY,
KOTOpble B CyMMe cocTaBnsitoT obwmi PSA. YposeHb PSA Bo MHOTroM onpepenseTcs
reHeTM4yeckMmMmn hakTopamMu, NO3TOMY HOPMabHbIM YPOBEHb aHTUIEHA B KPOBM
pacCYMTbIBAETCS MHOMBUAYANbHO.

BbiiBNieHHblIe BapUaHTbl

leH BapuaHnt Baw reHotun
ATF71P rs3213764 G/G
KLKP1 rs1354774 G/G
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[TuTarue

Bce KOMNOHEHTbLI HALWero NMTaHMUs MOXHO YC/IOBHO Pa3fenuTb Ha MaKpOHYTPUEHTHI, K
KOTOPbIM OTHOCSATCS BeNKK, XXMPbI U YrNeBoAbl, U MUKPOHYTPUEHTbI, K KOTOPbIM
OTHOCSTCS BUTAMWUHbI U MUHEPAbI.

YenoBek yCTpOEH TakMM 06pa3oM, YTO OCHOBHbIM UCTOYHMKOM 3HEPTUM ONS €ro
XU3HEAEATENIbHOCTU ABNAIOTCS YINIEBObl, @ CTPOMTE/NIbHBIM MaTeEPManoM AN KNeTok —
6enku 1 Xnpbl. BUTaMUHbI U MUHEPaNbl HE SBNSKOTCS MCTOYHMKOM 3HEPIMU U HE CyXKaT
CTPOMUTE/IbHBIM MaTepMUanoM Aas KNeToK M TkaHei. OHaKO OHM HEMOCPEACTBEHHO
YYaCTBYHOT B YCBOEHUM NMUTATENIbHbIX BELLECTB U PErYNALMM BCEX BAXKHbIX DYHKLMIA
opraHusama. MUKpOHYTPUEHTbI Kak Obl AMPUKMPYIOT BCEM «OPKECTPOM» HALLIEro
obMeHa BelwecTB. HyTpMeHTbI A0/KHbI MOMHOCTbIO YA0BAETBOPSTb NOTPEOHOCTD
OpraHuM3Ma B SHEPIUM AN XKM3HEOEATENIbHOCTU U B CTPOUTENILHOM MaTepuane ans
KNETOK, KOTOpble HeNpepbIBHO 0O6HOBASAOTCS.

OcobeHHOCTM 06MEHA BELLECTB KaXabli YENOBEK YHACNea0Ban OT CBOMX NPeaKos, U
KaXkabli MMeeT pa3Hble NOTPebHOCTU B MaKpO- M MUKPOHYTPUEHTax. Hanpumep, BceM
HaM HYXHbl BUTAMMHbI, OAHAKO KaXA0MY U3 HAaC — PasHOE UX KONMYECTBO.
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MeTabonn3m

Mpu3Hak PesynbTat

MeTtabonusm kodenHa Y nogen ¢ BalWIMM reHOTUNOM 0ObIYHO HM3Kas CKOPOCTb HEMTpanuM3aLlmu
KodeunHa
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MeTabonmnsm kopenHa

KodeunH cTuMynumpyeT LeHTpanbHY HEPBHYKO CUCTEMY, YCUIUBAET CEPAEYUYHYIO
LeATeNbHOCTb, BUAET Ha TOHYC COCYAO0B. [1py OTCYTCTBUM MEAULMHCKUX
NpOTUBONOKA3aHUIN exeaHeBHOe ynoTpebneHne KopenHa B yMEPEHHbIX KOMYecTBax
6e3onacHo. KodenH gaxe CHMXKAET pUCK HEKOTOPbIX 3ab0ieBaHMI, Hanpumep,
6onesHu Anburenmepa u WN3oppeHun.

OfHaKo y HEKOTOPbIX Nlloaen perynspHoe ynotpebneHune KodenHa MOXET BbI3blBaTb
HEeNpUATHbIE CUMMTOMbI: Pa3ApaAXUTENbHOCTb, 6€CCOHHULY, FONOBHbIE 60K U
HapyweHue cepaevHoro putMa. KodenH cogepxutca B kode, 4yae, Kakao, Wwokonage,
JHepreTMYecKnx HanuTkax.

BbiiBNieHHble BapUaHTbl

leH BapuaHnt Baw reHotun

CYP1A2 rs762551 c/C
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$XEE BUTaMMHBI U MUHepanbl

ButTaMuHbl 1 MUHEpansl

Mpu3Hak

Anbda-nnMHoneHoBas
Kucnota (oMera-3)

Xeneso

[oko3aTeTpaeHoBas
kucnota (omera-6)

[aMMa-nuHoneHoBas
kucnota (oMera-6)

Butamux A

ApaxupoHoBas Kucnota
(omera-6)

Butamun B5
Kanbuum
Butamun E
Butamun B6

JlnHonesasa Kucnota
(omera-6)

Jliko3aneHTaeHoBas
Kucnota (oMera-3)

[loko3aneHTaeHOBas
kucnota (oMera-3)

[loko3arekcaeHoBas
kucnota (oMera-3)

Pesynbtat

Y nogen ¢ BawnM reHoTUMNOM Yalle HU3KUIM YypOoBeHb anbda-anMHONEBOM
KMCNOTBI

Bbl NpeAPACNONIOXKEHDbI K MOHUXEHUIO YPOBHA XKeJie3a

Y nogen ¢ BaliMM reHOTMNOM Yalle BbICOKUI YPOBEHb A OKO3aTETPAaEHOBOM
KMCNOTbI

Y nogen ¢ BalMM reHOTMNOM Yalle BbICOKWUIA YPOBEHb FaMMa-
JIMHONEHOBOW KMCNOTbI

Bbl npeapacnonoxeHbl K CHUXKEHMIO YPOBHS BUTaMUHA A

Y nogen € BalMM reHOTMNOM Yalle BbICOKMIA YPOBEHb apaxMA0HOBOM
KMUC/IOTbI

Y ntogen ¢ BalMM reHoTMNOM 0ObIYHO BbICOKMI YPOBEHb BUTaMMHA B5
Bbl npegpacnonoxeHbl K NOBbILLEHUIO YPOBHS KanbLus

Y ntogen ¢ BalMM reHoTMNOM 00bIYHO CpeaHNit ypoBeHb BUTaMUHA E
Y ntogen ¢ BalMM reHoTMNOM 0ObIYHO CpelHuii ypoBEHb BUTaMUHA B6

Y ntogen ¢ BalMM reHOTMNOM Yalle HU3KUIM YPOBEHb JIMHONEBOWM KMCNIOTbI

Y nogen ¢ BaWnM reHOTUMNOM Yallle BbICOKMM YPOBEHb
3MKO3aneHTaeHOBOW KMCNOTbI

Y noaen ¢ BawWnM reHOTMMNOM Yallle BbICOKMM YPOBEHb
[,0KO3aMeHTaeHOBOM KMCNOThI

Y ntogen ¢ BallMM reHOTMNOM 0ObIYHO BbICOKMIA YpOBE€Hb
[0KO3areKkCcaeHoBOMW KUCOTI
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RREEZ BUTAMUHBI M MUHEpanbl

Anbdpa-nuHoneHoBas kmcnota (oMera-3)

Anbda-nMHONEHOBAs KMCIOTA OTHOCUTCS K OMera-3-noAMHEeHaCbILLEHHbIM XXUPHbIM
KMCNOTaM. DTU KMCOTbl UTPAIOT BAXHYIO POSib B MeTabonusme u BnarTca
He3aMeHUMbIMU: OPraHM3M YeNoBeKA He MOXET CUMHTE3MPOBATb UX U3 NMPOCTbIX
BewecTB. EAMHCTBEHHbBIM UCTOYHMK OMEra-3 — nuua.

B yacTHocTH, anbda-NMHONEHOBAst KUCNOTA COLEPXKUTCS B TaKMX NPOAYKTaX, Kak
pacTUTeNbHbIe Macna, rpeLKMe Opexm, CeMeHa TbiKBbl. Kak U apyrme omera-3 KMCNoTbl,
anbda-NMHONEHOBAs KMC/I0Ta MOMOraeT KOXe HOPManbHO QPYHKLMOHUPOBATb, YTO
B/IMSIET HA BHELUHWI BMA,. TaKXKe NONMHEHACBILLEHHbIE XMPHbIE KACIOTbI 3aLLMLLAOT
KOXY OT narybHoro femcTeua CONMHEUYHbIX ly4ei 1 OKUCIUTENbHOrO CTpecca,
MHIMOMPYIOT paboTy NPOBOCMANUTENbHbIX ar€HTOB, CMOCOBOCTBYHOT 3aXMBNEHMIO PaH,
CTUMYIMPYIOT YHUYTOXEHME (ANONTO3) 3/10KAYECTBEHHbIX KETOK.

JTO CHUXAET PUCK pa3BUTMUS aTONMUYECKOro AepMaTuTa, Nncopmasa, akHe u
3/10Ka4yeCcTBeHHbIX HOBOOBpasoBaHui. CogepxaHue anbda-NMHONEHOBOW XUPHOW
KMCOTbl 3aBUCUT HE TOJIbKO OT AMETbI, HO U OT reHeTMYyeckmnx hakTopoB, KOTOpble
BNMAIOT Ha ee MeTabonnsm.

BbisiBNeHHble BapuaHThl

leH BapuaHT Baw reHotun

FADS1 rs174547 T/T
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BuTaMuHbl 1 MWUHEepanbl

Xeneso

Xeneso BXoauT B COCTaB reMornobuHa — 6eska, KoTopblii TPAHCMOPTUPYET KMCIOPOA, K
OpraHaM M TKaHSM, a TakXe COAEPXKMUTCA B APYrMx 6enkax, perynmpyrowmx npouecc
KNETOYHOrO AbiXaHus. [OBbILIEHWE UM CHUXKEHUE KOHLEHTPALMM XKENe3a B KPOBU
MOXET HEraTMBHO CKa3blBATbCS HAa 340pOBbe. TaK, MPU ero U3BbITOYHOM NOTPEBNEHUM C
6MONOrMYECKM aKTUBHbIMK A0BABKAMM BO3HMKAET NMOCTOSIHHOE YyBCTBO C1abOCTH U
yCTaNnoCTH, B TO BPEMS KaK NPW HACIEACTBEHHbIX COCTOSIHMSX, CBSA3aHHbIX C
neperpysKoit opraHn3Ma >Kese3oMm, 3a4acTylo Pa3BUBAETCS NMOPAXKEHUE MEYEHM,
CYCTABOB M MOAXKENYA04YHON XKenesbl.

Hedbunumt xxenesa BcneacTemMe HeLOCTAaTOYHOMO ynoTpebneHus npoaykToB, 6oraTbix
3TUM MUKPO3MIEMEHTOM, WM U3-3a FTEHETUYECKN 00YCIOBNEHHOIO HAPYLUEHUS €ro
BCACbIBaHWMS NPUBOAMUT K YACTbIM rONIOBHbIM 60/19M, BbIpaXXeHHOM 61eQHOCTM U CYyXOCTH
KOXM, CNaboCTU U CHUXKEHHOW NEepeHOCMMOCTM PU3MYECKON Harpy3ku. YacTb xenesa
0CBOOOXAAETCA NPU perynsipHOM pacnane KpacHbIX KNEeTOK KPOBM B Cene3eHke, HO
OCHOBHOE KOJIMYECTBO MOCTYMAET C NULeN. MICTOUHUKM Xenesa: Msico, arnua, 6oboBsbie,
Kpynbl, 0BOLM. XXeHLWMHAM B NepMOL MEHCTPYALMM MAn BepeMeHHOCTU HeobXxoanmo
nosyy4atb Bonblue Xenesa, Yem B Apyrue OHM.

BbisiBNieHHble BapuaHTbl

Fen BapuaHT Baiu reHoTvn
TFR2 rs7385804 A/C
TMPRSS6 rs4820268 A/G
LOC108783645, HFE rs1799945 Cc/C
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SELEEEREEEEELEEEREEL L ELEEE. BuTaMUHbl M MuHepanb

[loko3aTeTpaeHoBas Kncnota (omera-6)

Jloko3aTeTpaeHOBas KUCI0TA OTHOCUTCS K OMera-6-nolMHEHaChILWEHHbIM XUPHbIM
KMCNOTaM. ITU KMCNOTbl HAapa4y C OMera-3 urpatT BaXHYK ponb B MeTabonmsme u
SIBNSIOTCS HE3AMEHUMbIMU: OPraHM3M YENO0BEKA HE MOXET CMHTE3MPOBATb UX U3
npocTbix BewecT. OgHako oMera-6 1 omMera-3 uMetoT pasHble QYHKLMU B OpraHM3Me.

YueHble cuUMTatoT, YTO OMera-6 SBNAKTCS MnpoBOCMNaJ/INTENIbHbIMMN ar€HTaMm, a oMera-3 -
NnpoTUBOBOCNA/IUTESTIbHBIMMW. EEBYCHOBHO, BOCnaneHume aBnaeTCA O4€Hb Ba>KHbIM
npoueccomMm U NOMOraeT 3alluTUTb OPraHM3Mm oT MHCI)GKLI,MH, HO XpOHMn4yeckoe
BOCManeHMe MOXET CNocobCTBOBATh pa3BUTUIO 3aboneBaHu. nO3TOMy nccnenoBaTesm
nonarakT, 4TO ANeTa C BbICOKMM COAEP)KAHNEM oMera-6, HO C HU3KMM - oMera-3 He
ABNAeTCcd BD,ODOBOVI, B TO BpeM4A KaK AUETA, KOTOPAA BK/IHOYAET B cebsq
C6aﬂaHCMpOBaHHOG KOInM4eCTBO OAaHHbIX KMCNOT, NOJie3Ha ANng OpraHM3ma.

EOMHCTBEHHBIM MCTOYHMK OMera-6 — nuuia. B yacTHOCTH, AOKO3aTeTpaeHOBAs KMCNO0TA
COOEPXKMTCA B TAKMX NPOAYKTAX, KAK MSCO, MNeYeHb, KypuHble aiLa.
[MONMHEHACHILWEHHbIE XXMPHbIE KUCIO0TbI 3aLWMLLAIT KOXY OT narybHoro AencTems
CONTHEYHbIX NIy4Y€elr U OKMCIUTENIbHOMO CTpecca, MHIMbupyoT paboTy
NPOBOCMANUTENIbHBIX areHTOB, CNOCOOCTBYIOT 3aXKMBNEHUIO PaH, CTUMYIUPYIOT
YHUUYTOXEHMe (anonTo3) 3/10KaYeCTBEHHbIX KNEeTOK.

ITO CHMXAET PUCK Pa3BUTMS aTOMMYECKOro AepMaTuTa, NCopmasa, akHe u
3/10Ka4eCcTBEHHbIX HOBOOOpa3oBaHui. CopepxxaHme [OoKO3aTeTpaeHOBOM KMCIOTbI
3aBMCUT HE TOMbKO OT AMETbI, HO U OT reHeTUYeCkMx (PaKTOpPOB, BAUSIOLLMX HA ee
mMeTabonusm.

BbisiBNeHHble BapuaHTbl

leH BapuaHTt Baw reHotun

FADS1 rs174550 T/T
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SELEEEREEEEELEEEREEL L ELEEE. BuTaMUHbl M MuHepanb

[AMMa-NMHONEeHOoBAs KMcnoTa (omera-6)

[aMMa-MHONEHOBAs KMCI0Ta OTHOCUTCS K OMera-6-noJIMHEHAChILLEHHbBIM XUPHbIM
KMCNOTaM. ITM KMCNOTbl HAapAAy C OMera-3 urpatoT BaXKHY posib B MeTabosmnsMe u
SIBNAIOTCS HE3AMEHWMbIMU: OPraHN3M YENOBEKA HE MOXET CUHTE3MPOBATb MX U3
npocTbix BewecTs. OgHako oMera-6 1 oMera-3 uMeT pasHble GYHKUMU B OpraHM3Me.

YueHble cuUMTatoT, YTO OMera-6 SBNAKTCS MnpoBOCMNaJ/INTENIbHbIMMN ar€HTaMm, a oMera-3 -
NnpoTUBOBOCNA/IUTESIbHBIMMW. Ee3yC}'IOBHO, BOCnaneHume AaBNAETCA O4YE€Hb Ba>KHbIM
npoueccomMm U NOMOra€eT 3alluTUTb OPraHM3Mm oT MHCI)GKLI,MIZ, HO XpOHHMn4yeckoe
BOCManeHMe MOXeT CNocobCTBOBATh pa3BUTUIO 3aboneBaHu. |_|O3TOMy nccnenoBaTesin
nonarakoT, YTO ANETa C BbICOKUM COAEP>KAHUEM oMera-6, HO C HU3KMM - oMera-3 He
ABNAETCA 3ﬂ.OpOBOl71, B TO BpeM4 KaK AneTa, KOTopada BKJHOYAET B cebsq
C6aﬂaHCMpOBaHHOE KOJIn4eCTBO OAaHHbIX KMCNOT, NOJie3Ha ANng opraHmM3ma.

EAMHCTBEHHbBIM MCTOYHMK OMera-6 — nuuwa. B yactHocTH, raMMa-nMHONEHOBAaa KMCNoTa
COOEPXKMTCA B paCTUTENbHbIX Macnax. [MofIMHeHACbILWEHHbIE XMPHbIE KUCOTbI
3aWMLLAIOT KOXY OT NarybHOro AencTBms COTHEYHbIX Jly4en U OKUCIUTENBHOIO CTpecca,
MHrMBMPYIOT paboTy NPOBOCNANMUTENbHbBIX ar€HTOB, CNOCOBCTBYHOT 3AXXMBIEHMIO PaH,
CTUMYNIUPYIOT YHUYTOXKEHUE (aronTo3) 3/1I0KaYeCTBEHHbIX K1ETOK.

JTO CHUXAET PUCK pa3BUTMS aTONMMYECKOro AepMaTUTa, NCopmasa, akHe U
3/10Ka4yeCcTBeHHbIX HOBOOOpa3oBaHuii. CogepkaHme raMMa-IMHONEHOBOM KMCIOTbI
3aBMCUT HE TOIbKO OT AMETbI, HO U OT FrEHETUYECKMX (PAKTOPOB, KOTOPbIE BAUSIKOT Ha ee
mMeTabonusm.

BbisiBIeHHbIE BApUaHTDI

leH BapuaHTt Baw reHoTun
FADS1 rs174547 T/T
PDXDC1, rs1121 G/G
LOC102724985
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BuTaMuHbl 1 MWUHEepanbl

ButamMuH A

ButaMuH A (peTnHon) oTBeYaeT 3a nogaep)aHne GyHKUMM KOXU U KOCTeN, BbIpaboTKy
MOMIOBbIX FOPMOHOB U 33 CMHTE3 POAOMNCUHA. ITO 3PUTENbHbIN MUIMEHT, KOTOPbIN
06pa3yeTcs B KNeTKaxX CEeTYATKM rN1a3a M NO3BONSET YeNOBEKY BUAETb B CyMepKax.
BblpakeHHbIM HEeQ0CTAaTOK PETMHOMNA NPOBOLMPYET NATONOMMU: aCTMY, KKYPUHYHO
cnenoty» (pe3koe nNageHue 3peHns B cyMepkax), 601e3Hn cepaLla M CKIIOHHOCTb K
MHDEKUMOHHBIM 3a601EBAHNAM.

CyX0oCTb KOXM U TPELWMHKM B YrONIKaxX pTa — Ha4yanbHble NPU3HAKM HEXBATKM BUTAMMHA
A. lpu 3TOM perynsipHbii NPUEM BbICOKMX 403 PETMHOJIA NPUBOAMUT K MOPAKEHMIO
neyeHu, KOTOPOE NPOSIBASIETCS FO/I0BHBIMU BONAMM M OKpPALUMBAHMEM NAAOHEN, CTOM U
CNM3UCTbIX 060N0YEK B XXENTbIN UBET. bepeMeHHbIM CTOMTb 06paTUTL 0Ccoboe
BHMMAHME HA YPOBEHb PETUHONA: BbICOKAS KOHLLEHTPaLUMsi PETUHONA B MULLE HEFATUBHO
BAMSIET HA MOA.

ButamMuH A conepuTca B Ne4yeHM HEKOTOPbIX XXMBOTHbIX, B MOIOYHbIX NPOAYKTAX,
oBowax 1 dpykTax. PeTnHon He pacTBopsieTcs B BoAe, NO3TOMY AJiF €r0 YCBOEHUS
OpPraHn3My HYXXHbl XXMPbl.

BbisiBIeHHbIE BApPUAHTDI

leH BapuaHTt Baw reHoTun
FFAR4 rs10882272 T/C
- rs1667255 A/A
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SELEEEREEEEELEEEREEL L ELEEE. BuTaMUHbl M MuHepanb

ApaxuaoHoBast KnucnoTa (oMera-6)

ApaxuaoHOBas KUCIOTA OTHOCKUTCS K OMera-6-nonMHEHAChILWEHHbIM XXMUPHbIM
KMCNOTaM. ITU KMCNOTbl HAapa4y C OMera-3 urpatT BaXHYK ponb B MeTabonmsme u
SIBNSIOTCS HE3AMEHUMbIMU: OPraHM3M YENO0BEKA HE MOXET CMHTE3MPOBATb UX U3
npocTbix BewecT. OgHako oMera-6 1 omMera-3 uMetoT pasHble QYHKLMU B OpraHM3Me.

YueHble cuUMTatoT, YTO OMera-6 SBNAKTCS MnpoBOCMNaJ/INTENIbHbIMMN ar€HTaMm, a oMera-3 -
NnpoTUBOBOCNA/IUTESTIbHBIMMW. EEBYCHOBHO, BOCnaneHume aBnaeTCA O4€Hb Ba>KHbIM
npoueccomMm U NOMOraeT 3alluTUTb OPraHM3Mm oT MHCI)GKLI,MH, HO XpOHMn4yeckoe
BOCManeHMe MOXET CNocobCTBOBATh pa3BUTUIO 3aboneBaHu. nO3TOMy nccnenoBaTesm
nonarakT, 4TO ANeTa C BbICOKMM COAEP)KAHNEM oMera-6, HO C HU3KMM - oMera-3 He
ABNAeTCcd BD,ODOBOVI, B TO BpeM4A KaK AUETA, KOTOPAA BK/IHOYAET B cebsq
C6aﬂaHCMpOBaHHOG KOInM4eCTBO OAaHHbIX KMCNOT, NOJie3Ha ANng OpraHM3ma.

EOMHCTBEHHBIM MCTOYHMK OMera-6 — nuuia. B 4acTHOCTK, apaxmnaoHOBas KMCI0TA
COOEPXKMTCA B TAKMX NPOAYKTAX, KAK XXMPHOE MACO, NeYeHb, CeNbAb, T0COCh, TpeCKa.
[MoNMHeHaCbIWeHHbIE XXMPHbIE KMCAOTbI 3aLLMLLAKOT KOXY OT narybHoro Aencrams
CONTHEYHbIX NIy4Y€elr U OKMCIUTENIbHOMO CTpecca, MHIMbupyoT paboTy
NPOBOCMANUTENIbHBIX areHTOB, CNOCOOCTBYIOT 3aXKMBNEHUIO PaH, CTUMYIUPYIOT
YHUUYTOXEHMe (anonTo3) 3/10KaYeCTBEHHbIX KNEeTOK.

ITO CHMXAET PUCK Pa3BUTMS aTOMMYECKOro AepMaTuTa, NCopmasa, akHe u
3/10Ka4eCcTBEHHbIX HOBOOOpa3zoBaHui. CopepxxaHme apaxuaoHOBOM KUCNOTbl 3aBUCUT
He TOJIbKO OT AMETbI, HO U OT FreHeTUYeCKMxX HaKToOpPOB, KOTOPbIE BIMAIOT HA ee
mMeTabonusm.

BbisiBNeHHble BapuaHTbl

leH BapuaHTt Baw reHotun
MYRF rs174535 T/T
PDXDC1, NTANL1, rs16966952 G/G
LOC102724985
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HRARRRERREL BUTaMUHBI U MUHEpanbl 55

ButamuH B5

Butammu B5 (naHTOTEHOBAg KMcnoTa) Tpebyetcs ans 06MeHa XMpoB, YrneBoa0B.,
AMUHOKMUCNIOT. BUTaMMH MrpaeT BaXkKHYH poO/b B perynsiuum UMMYHHOM CUCTEMB,
CNoCcoBCTBYET YCBOEHMIO APYIMX BUTAMUHOB, CTUMYIMPYET NEPUCTANIbTUKY KULLIEYHMKA.
HepocTaTok NaHTOTEHOBOW KUCNOTbI B OPraHM3mMe NpUBOOMT K HapyLLUeHUsIM obMeHa
BELLECTB, Ha OCHOBE KOTOPbIX Pa3BMBAOTCSA AEPMATUTLI, 0becLBeYnBaHme U
MOBbIWEHHOE BbiNageHWe BONOC.

[MOBbIWAETCS KUCNOTHOCTD B XENyAKe, YTO MOXET CTaTb MPUYMHON Pa3BUTUS
3ab0n1eBaHUI XenyaoYHO-KMILEeYHOro TpakTa. [TaHTOTEHOBAs KMCNOTA COAEPXKUTCA B
ApOXCKax, PpyKTax, opexax, 606ax, XMBOTHbIX NPOAYKTaX.

BbisiBNieHHble BapuaHTbl

leH BapuaHnt Baw reHotun

SLC5A6 rs1395 A/A
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RRREERREREZ BUTAMUHbBI M MUHEpanbl

Kanbunm

Kanbuui copepxuTcs B OpraHn3me YyenoBeka B BbICOKOM KOHUeHTpaumn. OH urpaet
po/ib B KNHOUYEBbIX BUOXMMUYECKUX U DU3MONOTMYECKUX PeaKLMaX: COKPALLEHME MblILLL,
cepauebueHne, nogaep>xaHne paboTbl BHYTPEHHMX OPraHOB M COCYA0B, Nepeaaya
MMMNYyNbCa B HEPBHOM cucTeMe. [NoBbIleHNe YPOBHA KaNbLus NPUBOLMUT K
HOPMUPOBAHMIO KAMHEW B MNOYKAX UM XKENYHbIX NYTSX.

[MosBnseTcs TOWHOTA, pBOTA, Pa3BMBAETCS Aenpeccus, TPeBOra, HapyLaeTcs COH,
BO3HMKAIT 3anopbl. M36bITOK Kanbums B NULLLE CHUXKAET BCACbIBaHME APYrnX
MWHepanoB. BaxHo cneguTb 33 ypoBHEM 3TOr0 371€MeHTa B opraHusme. NpupoaHble
MCTOYHMKM KanbLMs: MOIOYHbIE MPOAYKTbI, pbiba, Opexu 1 3eneHble OBOLM.

BbisiBNieHHble BapuaHTbl

leH BapuaHnt Baw reHotun
CASR rs1801725 T/G
CASR rs17251221 A/G
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BuTaMuHbl 1 MWUHEepanbl

SRR R RRARRRR

ButamumH E

Butamut E (Tokodepon) nogaepkmBaeTt sHepreTMyeckyo GyHKUMIO 1 3awmiiaeT
MeMbpaHbl KneTok oT nospexaeHus. OH yyacteyeT B cuHTese HK, PHK v paga
BaXXHbIX 6enkoB, perynmpyeTt paboTy UMMYHHOM cuctemsl. Npu gedpuumute ButammHa E
NPOMUCXOOMT paspyLlleHne KPaCHbIX KPOBSIHbIX KNETOK, KOTOPOe NPUBOAUT K aHEMUMU.

MoCKONbKY aKTUBHOCTb BUTAMMHA 3aTparMBaeT NOYTM BCE TKaHW M OpraHbl, HeXBaTka
ToKo(epoia NopaxaeT MblILLULbI, Bbi3bIBAET 6ecnnoane n apyrue 3abonesaHms. BaxHo
CneamThb 3a YpOBHEM BUTaMUHa E B opraHusme. bonblue Bcero BuTamMmHa E B Macne us
MPOPOLLEHHOM MILIEHMLbI, YyTb MEHbLLIE — B COEBOM, XJIONMKOBOM, MOACO/THEYHOM U
KYKypYy3HOM Macnax.

Tokodepon cooepXXMTCsa B NeYeHn, opexax, IMYHOM XenTtke u coe. ButamumH E —
XMPOPACTBOPUMBIM M MOXET HaKanAIMBaTbCA B OpraHmM3me. He ctout 3n0ynotpebnatb
TokOo(deposioM, 0cobeHHO B cocTaBe bAL.

BbisiBIeHHbIE BApUAHTDI

Fen BapuaHT Bau reHoTun
ZPR1 rs964184 G/G
CYP4F2 rs2108622 c/C
SCARB1 rs11057830 G/G

189




BuTaMuHbl 1 MWUHEepanbl

ButamunH B6

Bopopactsopumbii BUTaMUH B6 (MMpnOoKCMH) NonagaeT B OpraHmM3M UCKIIOYUTENBHO C
nuwen. OH BNMSET Ha CMHTE3 HeMpoMeanaTopoB (CEPOTOHMHA, A0daMMHA, raMMa-
aMWHOMACNSIHOM KMCNIOTbI) M yyacTByeT B paboTe HepBHOM cucTeMbl. Kpome Toro,
NMUPUAOKCUH y4aCTBYET B CUHTE3e reMornobumHa — 6enka, KOTOpbli HAXOAUTCS B
KPaCHbIX KNeTKaxX KpOBU (3pUTPOLUTAX) U NEPEHOCUT KUCNOPOL K OPraHaM U TKAHAM.

ButamuH B6 perynupyet paboTy HEKOTOPbIX reHOB, OTBEYaeT 33 0OMEH INKO3bl U
aMUHOKMCAOT, 33 CMHTE3 XMPOB, 06pa3yowmnx MembpaHbl KneTok. [103ToMy BaXKHO
CNeamTb 33 YPOBHEM 3TOr0 BUTaMMHA B opraHmaMe. O cepbe3Hbix N060YHbIX 3P dekTax,
CBSA3aHHbIX C Mepeno3MpoBKOM BUTaMMHA B6, moka He n3BecCTHO.

MHoraa M36bITOK NMPUAOKCUMHA NPOSIBASETCS YYBCTBOM OHEMEHMS B HOrAX, YCTANOCTbIO,
pa3apaxuTenbHoCTblo. Jedbnunt ButammHa B6 MOXHO onpenennTb No OTeKYy U
MOKPACHEHMIO A3bIKa, MOSIBNEHMIO 13BOYEK B YrOJIKAX pTa, KOHbIOHKTUBUTY U
COHNMBOCTU. BuTamMunH B6 B B0NbLIMX KOIMYECTBAX COAEPXKMUTCS B Opexax, OBOLLAX,
LMTPYCOBbIX PPYKTax M aBOKaAO.

BbisiBNieHHble BapuaHTbl

leH BapuaHnt Baw reHotun
ALPL rs1256335 A/A
NBPF3 rs4654748 c/C
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SELEEEREEEEELEEEREEL L ELEEE. BuTaMUHbl M MuHepanb

JInHoneBas kucnota (oMera-6)

JInHONEeBas KMCNOTa OTHOCUTCS K OMera-6-noJIMHEHACILLEHHbIM XXMPHbIM KUCIOTaM.
ITU KMCNOTbI Hapsay C OMera-3 UrpatT BaXKHYH po/ib B MeTaboM3Me U 9BNSHTCS
He3aMeHWMbIMW: OPraHM13M YeloBeKA HE MOXKET CMHTE3UPOBATb UX M3 NPOCTbIX
BewectB. Of4HAaKoO oMera-6 1 oMera-3 UMerT pasHble PYHKLMM B OpraHu3Me.

YueHble cuUMTatoT, YTO OMera-6 SBNAKTCS MnpoBOCMNaJ/INTENIbHbIMMN ar€HTaMm, a oMera-3 -
NnpoTUBOBOCNA/IUTESTIbHBIMMW. EEBYCHOBHO, BOCnaneHume aBnaeTCA O4€Hb Ba>KHbIM
npoueccomMm U NOMOraeT 3alluTUTb OPraHM3Mm oT MHCI)GKLI,MH, HO XpOHMn4yeckoe
BOCManeHMe MOXET CNocobCTBOBATh pa3BUTUIO 3aboneBaHu. nO3TOMy nccnenoBaTesm
nonarakT, 4TO ANeTa C BbICOKMM COAEP)KAHNEM oMera-6, HO C HU3KMM - oMera-3 He
ABNAeTCcd BD,ODOBOVI, B TO BpeM4A KaK AUETA, KOTOPAA BK/IHOYAET B cebsq
C6aﬂaHCMpOBaHHOG KOInM4eCTBO OAaHHbIX KMCNOT, NOJie3Ha ANng OpraHM3ma.

EAMHCTBEHHBIM MCTOYHMK OMera-6 — nuua. B yactHoCTH, NMHONEBAs KMCNOTA
coaepXXMTcs B 60/IbLLIOM KONMYECTBE B paCTUTENbHbIX Macnax. [ofiMHeHacbIWeHHble
XMPHbIE KMCNOTbI 3aWMLLALOT KOXY OT NarybHOro AencTBms COTHEYHbIX Jlyven U
OKMCNUTENbHOIO CTpecca, MHrMbMpyoT paboTy NpOBOCNANUTE/NIbHBIX areHTOB,
CNOCOBCTBYIOT 32XKMBIEHUIO PaH, CTUMYNIUPYIOT YHUUTOXEHME (QnOonTo3)
3/10KQY€CTBEHHbIX KNETOK.

ITO CHMXAET PUCK Pa3BUTMS aTOMMYECKOro AepMaTuTa, NCopmasa, akHe u
3/10Ka4eCcTBEHHbIX HOBOOOpa3zoBaHui. CoaepxxaHMe NMHOEBOM KUCNOTbl 3aBUCUT He
TONbKO OT AMETbI, HO U OT reHeTUYeCckMx HakTopoB, KOTOPbIE B/IMSAIOT Ha ee
mMeTabonusm.

BbisiBNeHHble BapuaHTbl

leH BapuaHTt Baw reHotun
FADS1 rs174550 T/T
PDXDC1, NTANL1, rs1136001 G/G
LOC102724985
JMID1C rs7080386 C/A
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SELEEEREEEEELEEEREEL L ELEEE. BuTaMUHbl M MuHepanb

JMKO3aneHTaeHoBasa KMcaoTa (oMera-3)

JIKO3aneHTaeHoBas KMC/I0Ta OTHOCUTCA K OMera-3-nosIMHEHACbIWEHHbIM XXUPHbIM
KMCNOTaM. DTU KMCOTbl UTPAIOT BAXHYIO POSib B MeTabonusme u BnarTca
He3aMeHUMbIMU: OPraHM3M YeNoBeKA He MOXET CUMHTE3MPOBATb UX U3 NMPOCTbIX
BewecTB. EAMHCTBEHHbBIM UCTOYHMK OMEra-3 — nuua.

B yacTHOCTH, 3MKO3aneHTaeHoBas KUCNOTA COAEPXKMUTCA B TaKUX NPOAYKTAX, KAaK
N0COCb, aTNaHTUYeCKas CeNbAb, MOPCKME MOTOCKM, BOAOPOC/M, NeveHb Tpecku. Kak u
Apyrve oMera-3 KMCIoTbl, 31MKO3aneHTaeHoBas KMC0Ta MOMOraeT KoXe HOpPManbHO
(OYHKUMOHUPOBATL M NOAAEPXKMBAET CTPYKTYPbI KNETOUYHbIX MEMBOPAH, UTO BAUSIET Ha ee
BHELHMIM BMA,. TaKKe NONMHEHACHILLEHHDbIE XXUPHbIe KACIO0TbI 3aLLMLLAKT KOXY OT
narybHoro AenCcTBMS CONHEYHbIX JlyYer U OKUCAUTENbHOrO CTpecca, MHIMbMpyoT
paboTy NpOBOCMANUTENbHbIX areHTOB, CNOCOOCTBYIOT 3aXXMBNEHUIO PaH, CTUMYAUPYIOT
YHUUYTOXEHMWE (anonTo3) 3/10KaYeCTBEHHbIX KETOK.

JTO CHUXAET PUCK pa3BUTMS aTONMMYECKOro AepMaTUTa, NCopmasa, akHe U
3/10Ka4eCcTBEHHbIX HOBOOOpa3oBaHuMi. CoaepxaHue 31MKO3aneHTaeHOBOM XMPHOM
KMCNOTbl 3aBUCUT HE TOJIbKO OT AMETHI, HO M OT reHETUYECKMX (HaKTOPOB, KOTOPbIE
BIMAIOT Ha ee MeTabonmsm.

BbisiBNeHHble BapuaHTbl

[eH BapuaHt Baw reHotun
FADS1 rs174547 T/T
ELOVL2 rs3798713 G/C
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RREEZ BUTAMUHBI M MUHEpanbl

[loko3aneHTaeHoBas Kncnota (oMera-3)

[loko3aneHTaeHOBas KMCNOTA OTHOCUTCS K OMera-3-noJIMHEHACILLEHHbIM XXUPHbIM
KMCNOTaM. DTU KMCOTbl UTPAIOT BAXHYIO POSib B MeTabonusme u BnarTca
He3aMeHUMbIMU: OPraHM3M YeNoBeKA He MOXET CUMHTE3MPOBATb UX U3 NMPOCTbIX
BewecTB. EAMHCTBEHHbBIM UCTOYHMK OMEra-3 — nuua.

B yacTHOCTM, LOKO3aNeHTaeHOBas KMCNOTA COAEPXKMTCS B XKMPE MOPCKUX
MNEKOMUTALMX U XXMPHOW pbibe. Kak 1 apyrve omera-3 KMCnoThl,
[0KO3aMneHTaeHOBAs KMC/I0Ta MOMOraeT KOXe HOPMasibHO (PYHKLMOHUPOBATb, YTO
B/IMSIET HA ee BHELWHMI BMA. TakKe NOIMHEHACILLEHHbIE XXMPHbIE KUCNOTbI 3aLUMLLAKT
KOXY OT narybHoro femcTeua CONMHEUYHbIX ly4ei 1 OKUCIUTENbHOrO CTpecca,
MHIMOMPYIOT PaboTy NPOBOCMANMUTENIbHBIX areHTOB, CMOCOOCTBYIOT 3aXKMB/IEHUIO PaH,
CTUMYNUPYIOT YHUUTOXKEHME (QNOMTO3) 310KaYECTBEHHbIX KNETOK.

JTO CHUXAET PUCK pa3BUTMUS aTONMUYECKOro AepMaTuTa, Nncopmasa, akHe u
3/10Ka4yeCcTBeHHbIX HOBOOBpasoBaHui. CoaepXKaHme AOKO3aneHTaeHOBOM XUPHOM
KMCOTbl 3aBUCUT HE TOJIbKO OT AMETbI, HO U OT reHeTMYyeckmnx hakTopoB, KOTOpble
BNMAIOT Ha ee MeTabonnsm.

BbisiBNeHHble BapuaHThl

Fen BapuaHT Bau reHoTun
FADS1 rs174547 T/T
GCKR rs780094 T/C

ELOVL2-AS1 rs9393915 T/C
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RREEZ BUTAMUHBI M MUHEpanbl

[loko3arekcaeHoBas KucnoTa (omera-3)

[loko3arekcaeHOBas KMCNOTA OTHOCUTCS K OMera-3-noJIMHEHACILWEHHbIM XUPHbIM
KMCNOTaM. DTU KMCOTbl UTPAIOT BAXHYIO POSib B MeTabonusme u BnarTca
He3aMeHUMbIMU: OPraHM3M YeNoBeKA He MOXET CUMHTE3MPOBATb UX U3 NMPOCTbIX
BewecTB. EAMHCTBEHHbBIM UCTOYHMK OMEra-3 — nuua.

B 4acTHOCTM, LOKO3arekCaeHoBas KMCN0Ta COAEPXKMUTCSA B TaKMX NPOAYKTaX, KaK 10COCh,
aTnaHTMYeCcKas ceNbAb, MOPCKME MOMNIOCKKM, Bogopocau. Kak u apyrve omera-3
KMCNOTbI, LOKO3arekCaeHoBas KMCA0Ta NOMOraeT Koxe HopManbHO QYHKLMOHMPOBATb
M NOAAEPXKMBAET CTPYKTYPbl KNETOUYHbIX MEMOpPAH, YTO BIMSIET HA €€ BHELWHWI BUA.
TakxXe NONMHEHACHILLEHHbIE XXMPHbIE KACIOTbI 3aLUMLLAKT KOXY OT NarybHoro aencTeums
CONHEYHbIX NIy4er U OKMCIIUTENIbHOIO CTpecca, MHIMbMpyoT paboTy
MPOBOCNANIUTENbHbIX areHTOB, CNOCOBCTBYIOT 3aXKMBIEHUIO PaH, CTUMYIUPYIOT
YHUUTOXEHME (QNOMNTO3) 310KAYECTBEHHbIX KNETOK.

JTO CHUXAET PUCK pa3BUTMS aTONMMYECKOro AepMaTUTa, NCopmasa, akHe U
3/10Ka4eCcTBEHHbIX HOBOOOpa3zoBaHuMi. CoaepkaHue A0K03areKCaeHOBOM XUPHOWM
KMCNOTbl 3aBUCUT HE TOJIbKO OT AMETHI, HO M OT reHETUYECKMX (HaKTOPOB, KOTOPbIE
BIMAIOT Ha ee MeTabonmsm.

BbisiBNeHHble BapuaHTbl

[eH BapuaHt Baw reHotun

ELOVL2 rs953413 A/G
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R R R R R R R R R R R R R R R R R R R R R RRRRERRRRRELRRRRREREE  Nuwesoe nosesieHne  RERIRIIRLLK
[IMweBoe noBeneHue

Mpu3Hak Pe3ynbTat

BKyC KMH3bI Y ntopeit € BalWIMM reHOTUNOM 0ObIYHO CHUXKEHA YYBCTBUTENIbHOCTb K
3anaxy u BKYCY KMH3bl

YyBCTBO ropbkoro Y ntofei € BalMM reHOTUMNOM Yallle CHUXKEHHAs YyBCTBUTENbHOCTb K
ropbKoMy
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B BB BB BB BRI BLLEILEEE  Nuwesoe noseserve  SEIIZEIIER

BKYyC KMH3bI

JInuctoes KOpunaHapa, KOTopblie YaCTO HAa3blBAKOT KMH30M, 4acTo NCMONb3YHT KakK
npunpasy. Y KMH3bl HEMANO LEeHUTEeNEeN, HO HEeKOTOopble CYUTAKOT, YTO paCTEHNE Ha

3aMax W BKYC HAaNOMMHAET MbIJIO UK rpsa3b. EAKMI 3anax KMH3bl 0ObSACHAIOT BELWECTBa,
KOTOpble B HEM COAEepXKATCA, HanpuMep, oeuMnoBbii anbaern,.

BbisiBNieHHble BapuaHThl

leH BapuaHnt Baw reHotun

OR10A2 rs72921001 C/A
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BB EBEL LI LERIELEEEEE  Mwesoe nosenenve

YyBCTBO ropbkOro

MWNNMOHBI NeT Ha3ag YYBCTBO FOPbKOrO HbI10 BAXXHO ANS BbKMBAHMS YEN0OBEYECKOTO
Buaa. OHo nomorano pasnunyaTb S40BUTLIE BELLECTBA, KOTOPbIE, Kak MpaBuo, bbliu
ropbknmun. CerogHs 3ToT MeXaHM3M NPOAOIKaAET paboTaTb, HO TeNnepb MOXET
COCNYXKMUTb NIOXYO CYXOY.

[oBbIWEHHAs YyBCTBUTENbHOCTb K FOPbKOMY MOXET MPUBECTM K OTKA3y OT NONME3HbIX,
HO rOPbKMX MPOAYKTOB: 3e/1eHbIX JIMCTOBbLIX OBOLLEN, peamnca u pensl, rperndpyTa u
nomeno, umbups, onneok. OHK CoOaEepXaT KNeTYaTKy, KanbLUMi, XXeneso, Kamm u
MarHun, GonmneByo KNCNOTY M BUTaMMH C U HYXXHbI B paumoHe Yyenoseka. CTpeMneHue
3arnywWwnTb ropeyds Yas nnm kode MOXeT NPUBECTU K NepeefaHunto CNaaKoro.

BbiiBNieHHble BapUaHTbl

Fen BapuaHT Batu reHoTvn
PRH1-TAS2R14, rs2708377 T/T
PRH1, PRH1-PRR4,
TAS2R46
TAS2R38 rs10246939 T/T
PRH1-TAS2R14, rs1031391 G/C

PRH1, PRH1-PRR4
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R R BB BRI LLLEEREBLLLELE  Muwesas HeneperocumocTs  SEEEEIIIIILY

[TMweBas HenepeHoCUMMOCTb

MpusHak PesynbTar

HenepeHocmuMocTb Jlioom ¢ BaWMM reHOTMNOM 06bIYHO HOPMAJIbHO YCBAMBAIOT aNKOrosb
ankorons

HenepeHocnMocTb Jltoom ¢ BaWKMM reHOTMNOM 0B6bIYHO HOPMAJIbHO YCBAMBAIOT NaKTO3Y
NaKTo3bl

HenepeHocuMocTb Jltoam ¢ BaWMM reHoTMNOM 06bIY4HO HOPMAJIbHO YCBAUBAKOT FHOTEH
rNI0TEHA
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SHRRRERE TUweBas HEMepeHOCUMOCTb S

HenepeHoCMMOCTb afikorons

HGHGDEHOCMMOCTI: aaKoronay EBDOHEVILLEB BCTPEYaAETCA pexXe, yemMy I'IpELI,CTEIBVITEﬂEVI
Opyrnx 3THOCOB: B Te4YeEHUE TbICAYENETUN XXUTENN 3TOrO pernoHa BbipallinBanu
BMHOIrpaa n nnuan BMHO. Yawe Bcero HENEPEHOCMMOCTb aJIkoronga BCTpevyaeTca y
a3MaToB. HerlepeHOCVIMOCTb dJIKOroJig Bbi3bIBAET NATO/IONrM4YECKNE peakKUunn: ro10BHYH
6onb, yyalueHHoe cep,u.u.e6v1eHme, NOKpacHeHUe inua, KOTopble BO3HUKAKOT nocne
yI'IOTpe6J'IEHMF| CMMUPTHbIX HAaNMUTKOB. an Haln4Ynn HENEPEHOCMMOCTU OT asiKorond

cnenyer OTKasaTbCA.

BbisiBNIeHHble BapuaHTbl

leH BapuaHnt Baw reHotun

ALDH2 rs671 G/G
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RELRIRRELE Muwesas HenepeHoCMMOCTb

HenepeHoCMMOCTb /IaKTO3bl

J1TakT03a — MOI0YHbIM Caxap, KOTOPbIA COLEPXKUTCS B MOMOYHbIX MPOAYKTAX U COCTOUT
M3 FNIOKO3bl M ranakTosbl. [1ng nepeBapnBaHU NaKTO3bl OPraHU3M BblaenseT
CneumanbHbln GepMeHT — NnakTasy. Y HOBOPOXAEHHbIX BbIpabaTbiBAETCS MHOMO
NaKTa3sbl, NOTOMY YTO MOIOKO — MX OCHOBHOE MUTAHME.

C BO3pacTOM CMHTE3 NaKTasbl MOXET CHUXKATbCS, M3-3a YEro BO3HMKAET
HEeNepeHOCMMOCTb MOJIOYHbIX NMPoayKToB. OHA NPOSIBNSETCS pacCTPOMCTBOM
MULEBapeHUs: 60NSIMM, B3AYTUEM XUBOTA, AMapeeit. J1akTo3a CooepXUTCA Kak B
MOJIOKE, TaK U B KMUCJIOMOJIOUYHbIX NPOAYKTaX.

OfHako nocnenHWe CoaepKaT elle M nakTasy oT 6akTepui, KOTopble BbipaboTanu
MOJIOYHYIO KMCNOTY. [pu cnabor nakTo3HOM HEMNEPeHOCMMOCTU MOXHO ynoTpebnaThb
MOJIOYHbIE NPOAYKTbI B OFpaHMYEHHbIX KonnyecTBax. [pu CMNbHOM — TONBbKO
cneunanbHble MOJIOYHbIE NPOAYKTbI C YMEHbLUEHHbIM COAepXXaHWEM NAKTO3bl:
6e31aKTO3HOE MOJIOKO U pa3finyHble BUAbI PACTUTENIbHOIO MONOKA (COEBOE, pUCOBOE,
MWHAANbHOE M Apyrue). HepocTaTok NakTasbl MOXHO BOCMOJIHUTL B BUAE
BGuonormyeckn akTMBHOM JO0HABKM.

BbisiBNeHHble BapuaHThl

leH BapuaHT Baw reHotun
MCM6 rs4988235 A/G
MCMé rs182549 T/C
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SHRRRERE TUweBas HEMepeHOCUMOCTb S

HenepeHoCMMOCTb IMoTeHa

[NIOTEH MNU KNEMKOBUHA — 6Genok, C NOMOLLbK KOTOPOro 3/1aKOBble pacTeHUs
3anacatoT 3Hepruto. OH CoaepXMTCSa BO MHOMMX 3/1aKax: B NweHuue, pxu, aumeHe. Cam
no cebe rnOTEH HE ONACEH, HO Yy NIOAEN C LEeNMAKMEN — BbIPAXKEHHOM
HenepeHOCUMOCTbIO MIOTEHA — OH Bbi3bIBAET BOCMANIUTENbHYIO PEAKLMI0 B TOHKOM
KMLLEYHMKE.

Co BpeMeHeM 3T0 NPUBOAMT K NMOBPEXAEHWUIO C/IM3UCTOM 060N0YKM U HAPYLLEHMIO
BCACbIBAaHUS BCEX NUTATE/IbHbBIX BELLECTB. XpOHMYECKAsi HEXBATKA BUTAMUHOB U
MWHEpPANoB HapyliaeT paboTy opraHunsma. [N0TEH COAEPXKMTCA B NPOAYKTaX U3 MYKU U
B nonydabpukaTtax, u3-3a 4ob6aBAeHUS B HUX MLWEHUYHOro KpaxMana. Jliogsm c
BbIpaYKEHHOW HENEPEHOCUMOCTbIO FNMHOTEHA PEKOMEHAYETCS NMONHOCTbI0 MCKNHOYUTD U3
pauMoHa BCe MILEHMYHbIe NPOAYKTbl, BHUMATE/IbHO BbIOMPATb KETYYN U APYrylo eny, B
KOTOPOM KpaxMan MOXeT MCMONb30BaTbCS B KauecTBe f0OaBKM.
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B BB BB BB LLILEELBEEE  Nuwesas HenepeHOCMMOCTb

BbisiBNeHHble BapuaHTbl

[eH
HLA-DQA1
/MIzZ1
FAM213B
TAGAP
ATXN2

PUS10

PTPN2
PLEK
LPP
KIAA1109
IL18RAP
ICOSLG
ETS1
ICOS
RMI2
ARHGAP31
CCR3
BACH2

BapuaHTt
rs2187668
rs7454108
rs1250552
rs3748816
rs2327832
rs1738074
rs653178
rs10903122
rs2816316
rs13003464
rs802734
rs1893217
rs17035378
rs1464510
rs13010713
rs13151961
rs917997
rs17810546
rs4819388
rs11221332
rs4675374
rs12928822
rs11712165
rs13314993
rs13098911
rs10806425
rs9792269
rs296547

204

Baw renoTun
c/C
T
A/G
A/A
A/A
“
c/C
A/A
A/C
A/G
A/G
A/A
/T
C/A
A/A
A/A
)
A/A
c/C
/T
c/C
/T
T/G
T
c/C
C/A
A/A
c/C
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[eHeTUKa CBsi3aHa C AOCTMXKeHUsIMM B cnopTe. OcobeHHOCTN MeTabonmn3Ma NOMOryT B
nepcoHanbHOM nogbope GU3n4eckom akTUBHOCTMH.

XO0pOoLLO M3BECTHO, YTO AaXKe NPU NOUTENbCKMX 3aHATUSAX CNIOPTOM HEPEAKO
CnyyatoTcs TpaBMbl. OCHOBbIBAsACb HA METOAAX pacyeTa PUCKOB PACMpPOCTPAHEHHbBIX
3a601€BaHNI, Mbl BbIYMCINAN BEPOSTHOCTb BOSHUKHOBEHMS Y BAC CMOPTUBHbIX TPABM U
3ab01eBaHNM, CBA3aHHbIX C MHTEHCUBHbIMK Harpy3kaMu.
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dusmnonorna n MetTabonusm

dusmonorma u Metaboamsm

Mpu3Hak Pesynbrar

YpoBeHb TeCTOCTEpPOHA Y nogen ¢ BalMM reHOTUNOM Yallle MOHMXKEHHbIM YPOBEHb
TeCToCTepoHa

YpoBeHb Y nogew ¢ BalwmMM reHOTUMNOM Yalle NOHWXKEHHbIW YPOBEHb

LMTUAPOTECTOCTEPOHA ANrMapoTeCcToCcTepOHa

YpoBeHb 3pUTPONO3TMHA Y nopew ¢ BalwmMM reHOTUMNOM Yalle NOHWXKEHHbIW YPOBEHb
3pUTPONO3TUHA

YpoBeHb nenunHa Y nopen ¢ BalWMM reHOTMNOM Yalle CpefHUI YpOBEHb IEMLMHA B
KpOBMU

YpoBeHb BanmHa Y nogen ¢ BalMM reHOTUNOM Yalle CpeaHui ypoBEHb BasIMHA B
KpPOBMU
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dusmnonorna n MetTabonusm

YpoBeHb TeCToCTepoOHa

TecTocTepoH — OCHOBHOM MY)XXCKOM M0N0Bon ropMoH. OH 06pa3yeTcs B CEMEHHUKaX Y
MY>UYMH, @ TaKXKe B HE3HAUUTENIbHbIX KONMYECTBAX B IMYHMKAX Y XeHLWwmH. Kopa
HaANOYeYHMKOB MPOU3BOAUT TECTOCTEPOH U Y MYXKUMH, U Y XKEHLLMH.

TecToCTepoH y4acTBYeT B pa3BUTMM MYXKCKMX MONOBbIX OPraHOB, BTOPUYHbIX MOJIOBbIX
NPW3HAKOB, perynnpyeT cnepMatoreHes u nosiosoe nosegeHne. flopMoH okasbiBaeT
BAMSIHWE HA a30TUCTbIN U GOCHOPHBbIN OOMEH M POCT MbILEYHON TKAHU. HU3KKUI
ypOBEeHb CBOHOAHOI0O TECTOCTEPOHA B KPOBM CBSI3aH C PUCKOM pa3BUTMS psiaa
3ab0neBaHUI M NoTeper MblleYHOM MacCbl C BO3PACTOM.

YpoBeHb TECTOCTEPOHA MOXHO CYMTaTb MapKepoM 0OLEr0 COCTOSAHUS MYXKCKOTO
300p0Bbsi. B KpoBM BonblIas YacTb TECTOCTEPOHA HAXOAMTCS B COeAMHEHMM C Benkamu.
50-60% TecTocTepoHa cBsA3biBaeTcs ¢ 6enkoM rnobynmHoM. OctaBwmecs 40-50%
CBA3bIBAKOTCS C 6enkammn-anbbymmnHamu. Bcero 1-3% ot obuwero konnyectsa
npepocTaBnseT cBOOOAHbLIN TECTOCTEPOH.

BbisiBNieHHble BapuaHTbl

Fen BapuaHt Baiu reHoTvn
= rs727428 T/T
- rs5934505 T/
REEP3 rs10822184 T/C
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dusmnonorna n MetTabonusm

YpoBeHb AnrnapoTecTocTepoHa

OurnppoTtectoctepoH (OIT) — 6onee akTMBHag hopMa TeCTOCTEPOHa, FMABHOMO
MY>XCKOro nosoBoro ropmoHa. OH o6pasyeTcs HenocpeaCcTBEHHO M3 TECTOCTEPOHA B
KneTkax opraumsma. [iI'T yctaHaBnmBaeT 6osee npoyHble CBA3M C peLenTopamm
TeCTOCTePOHA, MO3TOMY MeHbLas KoHueHTpaums AT o6nagaeT 6onee BblpaXXeHHbIM
3pdekToM, yeM 60MblLAS KOHLEHTPALMS TECTOCTEPOHA.

N36bITOK AMIrMOPOTECTOCTEPOHA B BOMOCAHbIX GONIMKYNAX MOXKET NPUBECTU K
Ype3MepHOMY POCTY BOJIOC Ha TENIE U «KMYXXCKOMY» TUMY OBNbICEHUS Y MYXXUMH U
XEHLWMH. Takxke yBeNMYMBAETCS KMPHOCTb KOXM, YTO BeAET K 06pa3oBaHMIO yrpen.
YposeHb I T HAaNpsiMyto 3aBUCUT OT YPOBHS TECTOCTEPOHA M OT 6efka, KOTopbIi
OTBEYAEeT 3a npeBpalleHne TectoctepoHa B [T.

BbisiBNeHHble BapuaHTbl

[eH BapuaHt Baw reHotun

= rs727428 T/T
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dusmnonorna n MetTabonusm

YpoBeHb 3pUTPOMNO3TUHA

[OpPMOH 3pMTPONO3TMH BbipabaTbiBAaETCA B NOYKAX U perynnpyet obpasoBaHue
3pUTPOLMTOB (KPaCHbIX KPOBAHbIX Tenew). X rnaBHag GyHKUMSA — nepeHoc Kucnopoaa
OT Ierknx K TKaHgIM n opraHam. O6bbl4HO HeObX0AMMOE KONMYECTBO IpUTPONOITUHA
obpa3yeTcs B OpraHM3Me eCcTeCTBEHHbIM MyTeM.

Ho npu onpeneneHHbIX COCTOSIHUSIX, HANpUMeEp AN neYeHunst 3aboeBaHMin KPOBM,
noyek, OHKOMOrM4Yeckmx 3aboneBaHuM, NPUMEHSIOTCS NpenapaTtbl 3pUTPONO3TUHA. MX
MCMONb3YT HEKOTOPbIE CMOPTCMEHbI B KQ4YeCTBE AOMMHIa, MOTOMY YTO YBENUYEHME
KOJIMYeCTBa 3pUTPOLIMTOB YNyYLIAET TPAHCMOPT KMCNOPoa B KpoBM. YeM nyylue
MbILLLbI CHABXKaTCS KUCOPOAOM, TEM BbiLLIE BbIHOC/IMBOCTb.

BbisiBIeHHbIE BApUAHTDI

leH BapuaHTt Baw reHoTun

= rs7776054 A/A
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dusmnonorna n MetTabonusm

YpoBeHb nenumnHa

AMMHOKMCNOTbI — 6a30Bble CTPOUTENbHbIE BNOKK, U3 KOTOPbIX COCTOAT BCE BEnKu
opraHmM3ma. AMUHOKMCNOTbI NEeNLMH, U30NIEMLIMH U BaJIMH COLEPXAT B CBOEM CTPYKType
pa3BeTB/IEHHbIE YrNepoaHblie CTPYKTYPbl, NO3TOMY MX HA3blBAOT aMMHOKMCIOTAMMU C
pa3BeTBNEeHHbIMW HOKOBbIMM LLensIMU. AMUHOKMUCIOTbI C pa3BeTBAEHHbIMU BOKOBbIMU
LensamMu COCTaBNAKT A0 25% Bcex aMMHOKMUCNIOT, MOCTYNAWMX C NMULEBbLIM BENKoM.

IMEHHO OHM YYaCTBYIOT B CMHTE3€ HOBOrO 6€e/ka, B TOM YMC/IE B MbILEYHbIX KNETKax.
CnopTCMeHbl YaCTO MCMOMb3YHOT NULLEBbIE 10OABKM, COAEPKALLME MOBbILLEHHOE
KOJIMYECTBO TaKMX aMUHOKMUCIOT, MOCKO/bKY CUMTAETCS, YTO OHM CMOCOBCTBYHOT pOCTY
MbILLEYHOM TKaHM U YCKOPSIOT BOCCTAHOBNIEHME MNOC/E TPEHUPOBOK. JIEMLMH OTHOCKTCS
K YMCNY HE3aMEHUMbIX aMUHOKUCIOT.

JTO 3HAYMUT, YTO OH HE CMHTE3MPYETCS B OPraHM3Me YenoBeKa, a AO/MKEH NOCTyNaTb C
nuwen. BMmecte ¢ M301€MLMHOM M BaMHOM, NIEALMH NPUHMMAET y4acTue B
3HepreTMYeckoOM obMeHe B MbllleYHbIX KneTkax. CYMTaeTcs, YTO MMEHHO NenuUMH
Hanbonee 3(pPEKTUBHO perynnpyeT NpoLeccbl CUHTE3a HOBOro besnka.

Bbicokas YyBCTBUTENbHOCTb TKAHEN K JIEWLMHY MOXET MOMIOXUTENIbHO CKa3bIBaTbCS HA
CNOPTMBHBIX pe3ynbTaTax U Mbile4yHoM pocTe. Kpome Toro, cenyac akTMBHO
nccnenyeTcs BO3MOXHOCTb €ro MPUMEHEHUS AN CTUMYNALUMKM pereHepaTUBHbIX
MpOLLeCCoB, B YAaCTHOCTK, NOC/IE OXKOroB.

BbisiBNieHHble BapuaHTbl

leH BapuaHT Baw reHotun

LOC105369192 rs1440581 T/C
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dusmnonorna n MetTabonusm

YpoBeHb BannHa

AMMHOKMCNOTbI — 6a30Bble CTPOUTENbHbIE BNOKK, U3 KOTOPbIX COCTOAT BCE BEnKu
opraHmM3ma. AMUHOKMCNOTbI NEeNLMH, U30NIEMLIMH U BaJIMH COLEPXAT B CBOEM CTPYKType
pa3BeTB/IEHHbIE YrNepoaHblie CTPYKTYPbl, NO3TOMY MX HA3blBAOT aMMHOKMCIOTAMMU C
pa3BeTBNEeHHbIMW HOKOBbIMM LLensIMU. AMUHOKMUCIOTbI C pa3BeTBAEHHbIMU BOKOBbIMU
LensamMu COCTaBNAKT A0 25% Bcex aMMHOKMUCNIOT, MOCTYNAWMX C NMULEBbLIM BENKoM.

MMeHHO OHU Y4aCTBYHOT B CMHTE3€ HOBOIO 6enka, B TOM YMCNEe B MblLIEYHbIX KNETKaX.
CI'IOpTCMEHbI 4aCTO NCMOJIb3YIKOT NMULLEBbIE ,EI,O6aBKM, cogepXalme noBbllEHHOE
KO/IN4eCTBO TAKNX aMUHOKUCIIOT, MOCKOJIbKY CHMUTAETCA, YTO OHU CI'IOC06CTBYIOT pocty
MbILIEYHOM TKAHU U YCKOPAKT BOCCTAHOBNEHME NOCNE TPEHNUPOBOK. BanuH oTHOCKTCA K
yncny HesaMeHMbIX aMMHOKHUCNOT.

7O 3HAYMT, YTO OH HE CMHTE3MPYETCS B OPraHM3Me YeioBeKa, a AOKEH NOCTyNaTh C
nuwien. BanuH - ofMH 13 rNaBHbIX KOMMOHEHTOB 3HEPreTMyeckoro obmMeHa B
MbILEYHbIX KNEeTKaX, Hapsiay C NeMLUMHOM U n3onerMHOM. OH NOBbLILLAET MbILEYHYIO
KOOPAMHALMIO, CHUXKAET YyBCTBUTENbHOCTb K 601 M BO3AENCTBUIO SKCTPEMASIbHbIX
TeMnepaTyp, a TakXKe 3alLMLLAeT HEPBHbIE KNETKM OT AereHepaTUBHbIX M3MEHEHU.
Bbicokas YyBCTBUTENbHOCTb TKAHEN K BAaJIMHY MOXET NONOXMUTENbHO CKAa3blBATbCS Ha
CNOPTMBHbIX pe3ynbTaTax.

BbiiBNieHHble BapMaHTbl

leH BapuaHt Baw reHotun

LOC105369192 rs1440581 T/C
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CnopTuBHbIE PUCKK

CnopTUBHbIE PUCKU

Mpu3Hak Pesynbrar
PUCK NaxoBoOM rpbixu Y nogen ¢ BawnM reHOTUMNOM Yallle HU3KUI PUCK MaxOBOM FPbIXK
Puck octeoxoHpposa Y nogen ¢ BawuM reHOTUMNOM Yalle HU3KMIM PUCK OCTEOXOHAPO03a

NOACHMYHOIO OoTAENAa
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CnopTuBHbIE PUCKK

PUCK NaxX0BOM rpbixXu

MaxoBas rpbika — BbINSYMBAHME OPraHOB OPHOLLIHON MOMOCTM 33 €€ Npeaenbl Yepes
MaxoBbli KaHas. [axoBble rPbiXKM Yalle BCTPEYAKTCS Y MYXUYMH. ITO CBSA3AHO C
aHaTOMMYECKMMU 0COBEHHOCTAMM.

K pa3BuTMO NaxoBOM rpbKM MOXKET NPUBECTM C1ABOCTb MbIWL, M CBA30K XMBOTa. B
HOPME MbILULLbI M CBA3KM MNOTHBIM KOJIbLLOM OXBATbIBAOT BHYTPEHHEE OTBEPCTHE
MaxoBOro KaHana v TakuM 06pa3oM He JatoT BHYTPEHHMM OpraHaM NpoBaNUTbLCS
BHYTPb. TAKXe rpbiXka MOXeT MNOSIBUTLCS M3-33 MNOBbILEHUS BHYTPUOPIOLWHOIO
LaBNEHMS.

[Nop, ero oemcTeBMeM opraHbl BbINAYMBAOTCS AaXe Yepe3 CaMbli HEe3HAYUTENbHbIN
nedekTt B OproLWHOM cTeHKe. K NOBbILWEHWIO AaBNEHNS NPMBOASAT YACTbIM NOABEM
TSXKECTEeN, 3HAUMTENbHbIE PU3MYECKMe Harpyskm, bepeMeHHOCTb, M36bITOUHbIN BeC,
3anopbl, XpOHUYECKUI Kallesb.

BbisiBIeHHbIE BApUAHTDI

Fen BapuaHT Bau reHoTun
WT1 rs3809060 G/T
EFEMP1 rs2009262 T/T
EBF2 rs6991952 A/A

216



CnopTuBHbIE PUCKK

PUCK ocTeoxoHapo3a

OCTeOXOH,D,pOB — 3abonesaHune OMOPHO-ABUIATENIbHOIO arnnaparta, CBA3aHHOE C
ﬂ,MCTpOdJM‘-IECKMMM UM3MEHEHNAMU CYCTaBHbIX XpﬂU.l,GVI. Yawe Bcero NnopaxakTcs
MEeXMNo3BOHOYHbIE ONUCKMU. an 0CTeoxoHapo3e NoACHMYHOro OoTAesia 3aTPpOHYT
NOSICHUYHbBIM OTAEN NO3BOHOYHMKA.

TOYHbIE MPUYMHBI, MPUBOAALLME K PA3BUTUIO OCTEOXOHAPO033, A0 KOHLUA HE U3YYeHbl.
[Mpeanonaraercs, 4To AereHepaums CyCTaBHbIX XpsiLLen MOXeT BbITb CBSi3aHa C
HapyLLeHNEeM UX NUTAHUS, AHOMANUSIMU CTPOEHUS, TOPMOHANbHBIMU U3MEHEHUSIMMU.
N36bITOYHAS HArpy3Ka, HanpuMep Npu HECUMMETPUYHOM paboTe MblLL, NO3BOHOYHMKA
WU OXKMPEHUU, TaKKe CNOCOBCTBYET pa3BUTMIO 3aboneBaHums.

BbisiBNieHHble BapuaHTbl

len BapuaHT Baw reHotun
- rs926849 /T
- rs7767277 c/C
- rs2187689 T/T
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JinuHbie KayecTBa

Mbl BCE MOXEM OT/IMYUTb HEKOTOPbIE FTEHETUYECKME NPU3HAKM (HanpuMep, UBET 1as),
HO reHeTMYEeCKMit TECT NO3BONSET 06HAPYXMTb ropasao 6onblue. Hanpumep, HaCKONbKO
X0poLla 01roBpeMEHHas NaMaTbh UM HAaCKObKO Bbl YyBCTBUTENbHbI K ONPeAeNeHHbIM
3anaxaMm. ['eHbl MOryT packpbiTb MHOXECTBO [eTanel 0 Tene, pasyMe U Aaxe
NoBeAEHUM.

MHorme u3 3tmx 4epT 3aJ10KEHbI B BalleM reHoOMe, KOTOprVI onpegensaeT YHUKaibHOCTb
M Ballen BHELWHOCTH, 1N Ballero NnoBeaeHus.
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A A A AR JTukble kauecTBa

JIMuHbIe KayecTBa

Mpu3Hak

BocnpuumumsocTb K
Manspum

doTocTapeHme KOXM

3arap v YyBCTBUTENBHOCTb K
UV-usnyyexumio

Konuuyectso HeBycOB

3anax Tena
HukoTMHOBAag 3aBUCUMOCTb

Mro3 BEPXHEro BeKa

Bocnpunmumesocts k BUY

MMneptpoduueckue pybLbl

IMuknpoBaHue

KenougHeie pybupl

BupycHas Harpy3ka npu BUY-
MHbeKUNH

Anneprvsa Ha TpaBbl

ConHeYHble NEHTUIO

lpynna KpoBu no cucreme
Ouero

CTpoeHue panyxKu:
MUrMEHTALMS BOKPYT 3payka

nobynuH, CBA3bIBAOLWNUNA
MOIOBbIE FTOPMOHbI Y MYXXUYMH

PesynbTtar

Y Bac He BbisiBNIeHa NPeapacrnoNokKeHHOCTb K YCTOMYMBOCTM K
Mansapuu

BbissBneHa reHeTnyeckas npefpacrnonoXeHHOCTb
K NOBbILIEHHOMY PUCKY 06LLero GoToCTapeHUs KOXHM

BbisiBneHa reHeTnyeckas npenpacnonoXeHHOCTb K HeA0CTaTOYHOMY
(hOpMMPOBAHUIO MUTMEHTa B KOXEe B OTBET HA BO34ENCTBUE
ynbTpadmoneTa u CHUXKEHHOM 3aLUMLWEHHOCTM KoM oT UV-
N3NyJeHwus.

BbisBneHa reHeTuyeckas npegpacnonoXeHHOCTb K NOBbILUEHHOMY
KOnmM4ecTBy HEBYCOB Ha KOXXe

Y nogen ¢ BaWMM reHoTUNOM 06bIYHO SPKO BbIPaXKEHHbIM 3anax nota
Bbl CKNOHHBbI BbIKYpMBaTh H0MbLLE CUTrapeT, YeM Apyrue KypUnbLUMKu

He o6Hapy>eHO 3aLWMTHOro reHeTUYeCKOro BapmMaHTa B OTHOLLIEHUU
yMepeHHOro nNTo3a BepXHero Beka

Y Bac He BbISIB/IEHA NpeapacnonNoXeHHOCTb K ycTonumoctm kK BUY

BbisiBNeHa reHeTMuYeCKas NpeapacnoNoXeHHOCTb K GOPMUPOBAHMIO
MEHEE BbIPAXXEHHbIX MO BbICOTE py6LOB Npu rNyBoKMX
MOBPEXAEHUAX KOXM

BbisBneHa reHeTuyeckas npeanpacnonoXeHHOCTb K NOBbILLEHHOMY
YPOBHK KOHEYHbIX NPOAYKTOB NMUKNUPOBAHUA B KOXE

He BbisBneHo reHeTuyeckn obycnoBneHHOro pucka obpasoBaHums
KenougHbix pyouos

Y Bac BbIIBNEHA NpeApaCcnoNOXEHHOCTb K CHUKEHWIO BUPYCHOM
Harpysku Ha 90%

He BbISBNEHO reHETUYECKOM npepacnonoXXeHHOCTU K HaIn4yunto
azneprum Ha TpaBbl

BbisBneHa reHetTuyeckas npeanpacnonoXeHHOCTb K HOpMaJibHOMY
pUCKy O6pa3OBaHMﬂ COJTHEYHbIX NEeHTUTO Ha nuue

Y Bac rpynna Dia-Dib+

Y ntogen ¢ BalwMM reHoTMNoM 00bIYHO CpefHe BblpaXKeHHoe
MUIMEHTHOE KOJbLLO BOKPYT 3payka

Bbl npefpacnonoxeHbl K MOHWUXEHWUIO YPOBHS r106Y/IMHOB,
CBS13bIBAOLLMX MOJIOBbIE FOPMOHDI
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Mpu3Hak

CeouHa

YmxaHue Ha cBeTy

YpoBeHb (peTanbHoro
remornobuHa Bo B3pOC/IOM
COCTOSHUMK

YpoBeHb aAUNOHEKTUHA

YpoBeHb C-peakTUBHOro
benka

Twn ywHom cepol

CTpoeHue papyxKu: Hanmuue
KpunT

[pynna kpoBM No cucteme
Kuon

CTpoeHure papyxku:
KOHTPAKUWOHHbIE 60p03abl

Cnapyka M HeobbIYHbI 3anax
MOYM

Paszsutune 3y6os B 10-12 net

3anax conoaa

3anax duanku

Honga cesobogHoro PSA B
KpOBM

BecHywku

lpynna KpoBu no cucreme
Kenn: aHtureHbl [NeHHU 1
PayteHbepr

[pynna kpoBu nNo cucrteme
Kenn: antureHsl Kenn un
YennaHo

lpynna KpoBM No cucrteme
Kenn: aHtureHol Catrep u
MeTbi03

A A A AR JTukble kauecTBa

Pesynbrar

Jlloam ¢ BalMM reHOTMNOM 0ObIYHO HE CKNIOHHbI K paHHEMY
noceneHuto

CpenHss BEpOSITHOCTb BOSHUKHOBEHWUS CBETOBOIO YMXATENbHOIO
pednekca

Y Bac BbIsIBNEHA NPeAPaCnoNOKEHHOCTb K HU3KOMY YPOBHIO
deTanbHoOro remornobuHa

Y nopei ¢ BalMM reHoTUMNOM Yalle CpefiHMiM YpOBEHb aAMNOHEKTUHA

Y ntofen ¢ BallMM reHOTUMNOM Yalle cpefiHui ypoeHb C-peakTMBHOIO
benka

Y ntogen ¢ BalwMM reHOTMNOM 0ObIYHO BAIAXKHbIM TUM YLWHOM Cepbl

Y ntogen ¢ BalMM reHoTMNom 0b6bIYHO cpenHee Konn4ecTtso Kpunt

Y Bac rpynna Jka+Jkb+

Y nogen ¢ BawWmM reHoTUNOM 06bIYHO SPKO BblPAXKEHHbIE
KOHTPaKLMOHHbIe 6Op0o3ab!

C BaWMM reHOTUMOM 3anax MOYM Mocsie ynoTpebaeHms cnapxm
00bl4YHO HE MeHSseTCS

Y ntopen ¢ BawmM reHoTMnom obbivHO 20 3y60B B Bo3pacTe 10-12
net

Jltoam ¢ BAlWIMM reHOTMNOM Yalle HOPMabHO YyBCTBYHOT 3anax
conopa

Jlioan ¢ BalWMM reHOTMNOM Yalle HOPMasbHO YYBCTBYIOT 3anax
dwmanku

Y Bac BbisB/IeHa NPeApaCcnONOXEHHOCTb K MOBbILEHWUIO YPOBHS
csoboaHoro PSA

Y Bac He BbISIBNEHA npeapacnonoXeHHOCTb K NOABNIEHUIO BECHYLLEK

Y Bac rpynna Kpa-Kpb+

Y Bac rpynna K-k+

Y Bac rpynna Jsa-Jsb+
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A A AR JTukible kauecTaa  WNNNNNNNYARY

BocnpMnMUumnBOoCTb K Manapum

Y Bac BbICOKasi BEPOSATHOCTb BOCMPUUMUMBOCTU K Mangapun. TecT He BbIsIBUN Y
Bac MyTauuu B reHe ACKR1, koTopag 3awumwiaeT ot Manspum.

[nasmMogum — MUKPOCKONMYECKMA Napa3nT, KOTOPbIM NPOHUKAET B KPaCHble KPOBSIHbIE
Tenbua (3pUTPOLMTBI) U BbI3bIBAET MANApuIo. ITO TAXeNoe 3aboneBaHme C IMXOPALKOH,
pBOTOM, CyAOPOraMun, aHeMUeEn, Npu KOTOPOM YBEIMUMBAKOTCS CeNe3EéHKa M NeYveHb.
Yawe mManapuen 3apaxaroTcs Xutenm Tponmyecknx CTpaH — 1am bonee
6naronpuaTHbIE YCIOBUS AN XU3HU MaNsSpUMHbIX KOMapoB, NepeHOCYMKOB
nnasMoameB.

Bo3byauTtenm Manapum 0THOCSATCS K MPOCTENLIMM, OHM COCTOAT M3 OAHOM KNETKM.
KneTkn nnasmogmes, B 0TAn4YMe oT 6aKkTepmManbHbIX KNETOK, YCTOMUYMUBBI K
aHTMBMOTUKAM. K CylwecTBYOLWMM NPOTUBOMANAPUIAHBIM NIEKAPCTBEHHbLIM CPeACTBaM
(XMHWH, apTEMU3KH) NNA3MOAMK BbICTPO CTAHOBATCS HEBOCNPUMMUYUBLIMU, MOITOMY
MOMUCK IEKAPCTB OT Manspun MAET HENpPEpPbIBHO.

[lns npoduUNakTMKM Mansipum yHUUTOXAOT KOMapoB U MCMONb3YHT CPeCTBA 3aLUMThI
OT YKyca. YueHble aKTMBHO pa3pabaTbiBatOT BAKLMHY NPOTUB ManspuMm.

BbisiBNeHHble BapuaHTbl

leH BapuaHTt Baw reHotun

ACKR1 rs2814778 T/T
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A A AR JTukible kauecTaa  WNNNNNNNYARY

MoToCTapeHne KOXu

He6bnaronpuaTtHbi BapuaHT reHa STXBP5L, no-suanmomy, npuBoamT K
HapyLIEeHUI0 HOPMAJIbHOrO MpoLLecca BbiBeAEeHUS NPOAYKTOB 0OMeHa 13 KNeTok
KOXM, @ TaKXKe CeKkpeuum UMK pasfinyHbiX BELeCTB, YTO CnocobcTeyeT bonbluen
BOCNPUMMUYMBOCTU KOXM K HEONArOMpUATHLIM BHELWHUM (PaKTopaM, TakUM Kak
COJIHEYHOE 13/yYyeHue, u bonee UHTEHCMBHBIM NpoueccaM GoTocTapeHus.

doTocTapeHme KOXM — 3TO PEHOTUN CYyXOM, UCTOHYEHHOM, TYCKIOM KOXM C
MHOXeCTBOM MopumH. OCHOBHOM (PaKTOp, CNOCOOCTBYOWMI DOTOCTAPEHUID KOXM, —
COTHEYHOE M3NTyYeHMne, KOTOPOoe NPUBOAUT K MOP(HONOrMYECKMM U3MEHEHUSIM KaK
3NMAEPMANBbHOMO C/109 KOXM, TaK U AepMbl. MexaHW3Mbl, fexalume B OCHOBE 3TUX
M3MEHEHMUM, A0 KOHLLA HE U3YYEHDI.

[MokasaHo, 4To BAMSHME yNbTpadUONETOBbIX lyYer HAyumnpyet obpasoBaHue
aKTUBHbIX POPM KMCIOPOAA, YTO HAaNpsSMyro M ONOCPefoBaHHO HapyLWaeT CTPYKTypy
OHK, npuBoauT K notepe GYyHKUMU KNETOK KOXM, HAPYLIAeT MECTHbIK UMMYHUTET,
NOTEHUMPYET AeNCTBUE MAaTPUUHbBIX METANIONPOTENHA3, YTO CNOCOBCTBYET Aerpagaumm
KOJinareHa v MHrMbrupoBaHUIO NpoKosinareHa. Bce 310 BblpaXaeTcs TEMU U3MEHEHUSMMU,
KOTOpble XapaKTepHbl AN CTapetowen KOXN. YNbTpadrnoneToBoe U3flydyeHue Takxe
WMHOYUMPYET aHrMOreHes yepes akTMBALMIO BACKYNSIPHOrO 3HAOTENNaNbHOro dakropa
pocTa.

OpHako 3TV HOBble cOCyabl 06N1aAat0T BbICOKOM NMPOHULLAEMOCTbI, YTO NPUBOAUT K
KOXXHOMY BOCMaNeHuto, 6narogapsa BbIXxoay M3 KpPOBEHOCHOMO pycsia TakMX
BOCMANMTENbHbIV MeaANaToOpOB, Kak MHTEPNENKMUH-8. DTO YCKOPSET paspyLieHne
BHEKNETOYHOrO MaTPUKCa M Aanee YMeHbLIAET KPOBOCHAOXEHME KOXM B LLENOM.
OnucaHHas nocnenoBaTeNlbHOCTb MU3MEHEHUI NPUBOAMT K HEAOCTAaTOYHOMY MUTAHUIO
KOXM, ee NOTYCKHEHMIO M CyXOCTW. [1oKa3aHO, YTO HA MHTEHCMBHOCTb CTAPEHMS KOXM
BNUSIOT M BHYTPEHHUE (DaKTOpPbl, TAKME KAK BO3PACT, FOPMOHbI, XpPOHUYECKME
3a00n€eBaHUA U reHeTHKa.

BbisiBNeHHble BapuaHThl

leH BapuaHT Baw reHotun

LOC105374069 rs322458 c/C
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A A AR JTukible kauecTaa  WNNNNNNNYARY

3arap v 4yBCTBUTENbHOCTb K UV-n3nyueHuto

O6HapyxeHHOoe coYeTaHMe BapMAHTOB reHOB, OTBEYAKLLMX 33
MHOrOCTYNeH4aTblM NPOLLECC CUHTE3A MUIMEHTA B KOXE, CBA3AHO C
HeA0CTaTO4YHbIM OTBETOM Ha Bo3aencTeue YD-usnyyeHus B Buae
$GOpMUPOBAHMA 3arapa, YTO CBA3AHHO CO NMOHMXKEHHOM 3aLUULLEHHOCTbIO OT
KpaTKOBPEMEHHOro BO34eNCTBMSA ynbTpaduoneTa.

[IurMeHTaLmMsa KOXn — 3T0 NPUCNOCOBUTENbHbIA MEXAHWU3M, MO3BOIMBLUNIN YEeN0BEKY
afanTMpoBaTbCa K NOBPEXAAOLEMY BO3AENCTBUIO YbTPA(PUONETOBOIO U3NYyYEHUS,
3almLLan cebs oT CoHEYHbIX 0XX0roB. OCHOBHbIM UCTOYHUKOM MUrMEHTALMK YenoBeka
SBNSETCA MENAHWH, CUHTE3MPYEMbIN BHYTPU MENAHOCOM B MenaHouutax. CyuiecrsyeT
[IBa OCHOBHbIX TUMNA MeNaHUHA: PeOMEeNaHUH (KPaCHbIN UK XENTbIA) U SyMeNaHuH
(4epHbIN UM KOPUYHEBbIN).

(deHOTMN 3arapa B COYETAHWUM C LLBETOM BOOC, LLBETOM KOXM U LLBETOM Na3
npeacrasnset cobon BUAMMbIN GeHOTMN NUIMEeHTaUMW. 3arap aBAsieTca
$dU3MoN0OrMYecKkMM CTUMYIMPOBAHHbIM OTBETOM Ha ynbTpadumonetosoe (YD) nanyyeHue
cosiHeyHoro ceeTa. YD-obnyyeHme yBennunmBaeT Nnpomn3BoACTBO 3yMeNaHMHA B NOMbITKe
3aLUMUTUTb KOXY OT AaNbHENLIEro NOBPEXAEHUS.

YyBCTBUTENBHOCTb K YD-U31y4EeHMIO KOXM MOXKET BapbMpPOBATLCS B 3aBUCMMOCTH OT
y4acTka M TMna Koxu yenoeka. CnocobHOCTb K afeKBaTHOMY CUHTE3Y NMUTMEHTa B
KOXXe BO MHOIOM npeaonpefeneHa reHeTuyecku.

BbisiBNeHHble BapuaHTbl

Fen BapuaHT Ba reHoTUn
LOC105374875 rs12210050 c/C
GRM5 rs10831496 A/G
HERC2 rs12913832 A/G
IRF4 rs12203592 c/C
- rs966321 T/G
SLC45A2 rs28777 A/A
CDK10 rs258322 A/G
0OCA2 rs7495174 A/A
TYR, LOC107984363 rs1393350 G/G
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Konnyectso HEBYCOB

CoveTaHWe BapMaHTOB reHOB, KOTOPbIE PETYINPYIOT NPOLIECCHI KTIETOYHOMO
neneHus u rmbenu, a Takxke 3a4eiCTBOBaHbI B MPOLLECCAaX OHKOreHesa,
aCCoOLMMPOBAHO C MOBbILIEHHBIM PUCKOM 0O6pa30BaHUS HEBYCOB Ha KOXE.

HeByc (poanHka) — nobpokavectBeHHOe 06pa3oBaHMe KOXM, NpeacTaBAeHHoe
rPynnowv HEBYCHbIX KNETOK, COAEPXaLLMX B 60MbLIOM KONMYECTBE NMUTMEHT MENTAHMH.
HeBycbl paznuuatotcsa no dopme, pasmepy, LBeTy u konmyectsy. OgHako, B
60NbLIMHCTBE Cly4YaeB OHM NpeacTaBieHbl CUMMETPUYHbIMU 0O6pa3oBaHMAaIMM MeHee 6
MM B AMAMETPe, OKPYII0oW UAKN OBanbHOM HOPMbI, C POBHOM NMOBEPXHOCTHIO.

HeBycbl yalle 06pa3ytoTca Ha yyacTkax, bonee noaBepXKeHHbIX BAUSHUIO CONHEYHOTO
U3MYYEHUS - TPYab, BEPXHUE M HUXKHME KOHEYHOCTH, M TOPa3fo PeXe Ha NafoHsIX,
CTYMHSAX M HOITEBOM oXe. Y NpUBAN3NUTENbHO TPETU AETeW M B3POC/bIX HEBYCHI
pacnofiaratoTcsa Ha CKanbMne, YTO CYMTAETCS MapKepoM BOJbLLEr0 KOIMYECTBA HEBYCOB
Ha KoXe B LiesioM. He cMOTpS Ha TO, 4TO MO OnNpeaeNieHnto HEBYChI SIBNSIKOTCS
n06poKaYecTBEHHbIMM 06PA30BAHMSIMU, HEKOTOPbIE U3 HUX CO BPEMEHEM MOTYT
03/1aKOYEeCTBNATLCS.

Jlopn ¢ 6oNbWKUM KOIMYECTBOM POAMHOK HA KOXe BXOASAT B rpynmny MOBbILLEHHOrO
pUCKa pa3BMTUS MeNaHOMbI U AOMIKHbI M36eratb Ype3MepHOro BAUSAHUS CONHEYHbIX
ny4yen, a TaKxxe nepnoamyeckn NpoxoanTb AepMaTocKonmyeckoe obcnenoBaHue.
HeBycbl 6bIBalOT BpOXAEHHBIMU U NpUOBpeTeHHbIMU. BpoXXaeHHble HEBYCbl BO3HMKAKOT
BCNeACcTBMe IMOPUOHANBHOMO pOCTa, FeHeTUYECKUX 0CODEHHOCTEN, a TaKXXe COCTOSHUS
3[0pOBbS MaTepU: HANIMUYME TOPMOHASbHBIX HapyLWeHUI, MHDEKLMM MOYENONOBOro
TpakTa. Ha 06pa3oBaHune HEBYCOB C BO3PACTOM, a TaKXXe Ha UX KOJIMYECTBO, BAUAIOT
cnepyrowme hakTopbl: CTeneHb NOABEPXKEHHOCTHU YNbTPAdMONETOBOMY U3NTyYEHUIO, B
TOM YMCNe UCKYCCTBEHHOMY (consipui), GeHoTUNnyeckne oCobeHHOCTHM (1am Co
CBET/IOM KOXEW CKIOHHbI MMeTb B0nbluee KONMYEeCTBO HEBYCOB), TEPMUYECKME OXKOTU U
Apyrve TpaBMbl KOXM, FOPMOHAJIbHbIE HAPYLIEHMS, HAaNMYmMe TakmMx 3aboneBaHnM Kak
TOKCUYECKMI INMAEepManbHbli HEKPOSIU3 UK Bynne3Hbii 3NMAEepMOIn3, a TakKXe
HacneacTBEHHOCTD.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHotun
LOC107987026 rs4636294 A/G
PLA2G6 rs2284063 A/G
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3anax Tena

Y nopen ¢ BawMM reHoTMNoM npu NOTEHUKU APKO BbIPAXKEHHbIM 3anax.

3anax yenoseyeckoro Ttena GopMMpyT NOAMbIWKK. ANOKPUHOBbIE NOTOBbIE Xenes3bl
BbIAENSAIOT BeLLeCTBa-NpealecTBEHHMKK, KOTOpble CTAHOBSATCA NUTATeNIbHOM Cpefow
ANS pa3MHOXeHUs BakTepui, 0BUTAOLWLMX HA MOBEPXHOCTU KOXMW. BbioeneHms atux
HakTepui 1 CTAHOBATCS MCTOYHMKOM HENpPUATHOrO 3anaxa. J1loay noTetT C pa3HOM
MHTEHCUBHOCTbIO, @ HEKOTOPbIE U BOBCE NPAKTUYECKU HE MAXHYT.

BbisiBNieHHble BapuaHTbl

leH BapuaHnt Baw reHotun

ABCC11 rs17822931 c/C
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HukoTMHOBAg 3aBUCUMOCTb

TecT onpenenun y Bac CKJIOHHOCTb BbIKypuBaTb OONbLLE CMrapeT, YEM B
CpegHeM BblKypUBaKT KYPUNbLLMKKU. Ha 3TOT NpM3HaK BAUSIET BAPUAHT
nonumopdmsma B reHe HUKOTUHOBOTO peuentopa CHRNA3.

HukoTMHOBbLIE peLenTopbl y4acTBYIOT B paboTe HepBHOM cMCTEMbI YenoBeka. Mx
aKTUBMPYET aLETUNIXONIMH — HeMpoMeanaTop, KOTOpbIW perynmpyet paboty
ABUraTesibHbIX HEMPOHOB, YCKOPSIET U 3aMeaNseT nepeaavy Apyrux CUrHanoB.
HWKOTMHOBbLIE peLenTopbl MOXET aKTMBUMPOBATb HUKOTMH, KOTOPbIM NOCTyNaeT B
OpraHu3M BO BPeEMS KypeHus.

«BHEeLWHNIt» HUKOTUH BMELIMBAETCA B paboTy pPeLLenTopoBs, U CO BPEMEHEM, YTO6bI
KOMMEHCMPOBaThb U3ObITOK HUKOTMHA, OPraHM3M COKPALLAET YNCI0 HUKOTUHOBLIX
peuenTopoB. Tak pa3BMBaETCS HUKOTMHOBAA 3aBUCUMOCTb. MHAMBUAYANbHbIE peaKLuy
Ha HUKOTWH, CKOPOCTb Pa3BUTUSA 3aBMCMMOCTU M CTEMEHb NPUBbIKAHUSA 3aBUCAT OT
paboTbl PELLenToOpoB U OT FeHOB, KOTOPbIE OMNPEAENSIOT UX CTPOEHME.,

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHotun

CHRNA3 rs1051730 A/A
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[1TO3 BEpXHero Beka

OTCyTCTBME 3aLUMTHbIX BAPMAHTOB B OTHOLUEHUM Pa3BUTMS MTO3a BEPXHErO BEKA
onpeaensieT CpeaHuUit PUCK pasBUTUS YMEPEHHOIO OMYLLEHMS BEPXHErO BEKa B
3aBMCMMOCTM OT BHYTPEHHMX (DaKTOPOB.

N36bITOYHas KOxa B 061aCT1 BEPXHEro BeKa M3BeCTHa KaK AepMaToXansa3uc n 0bbI4YHO
BCTpEYaEeTCs y NoAen cpeaHero Bospacra. [1To3 Beka 06bI4HO NpeacTaBnseT cobomn
KOCMeTUYeCcKyo npobniemy, XOTS OH MOXET BbI3blBaTb NOTEP YACTU NONS 3PEHUS,
pasfpaXKeHue rnas uam Bek, a TakxKe rosoBHble 60/ U3-3a Ype3MepHOro NoabeMa
HpoBen ansg yBenmyeHuns nona 3peHuns. Flnmcronormyeckne M3MeHeHMs KOXu npu ntose
BEPXHEro Beka MoKa3biBalT BbIPAXKEHHYO MOTEPHO 31aCTUYECKUX BOJIOKOH U
HapyLLUeHne OpraHmn3aLmnmn KONIareHOBbIX BOSIOKOH, YTO CPAaBHUMO C U3MEHEHUSMU Npu
CTapeHuM KOXM InLa B LeNOoM. Ha BbipaXeHHOCTb BO3PAaCcTHOrO ONYyLLEHMS BEPXHEro
BEKa BAMSIOT KaK BHeWHKWe (KypeHue, YD-o06nyyeHne, n3bbiTouHOE NUTAHME), TaK U
BHYTPeHHMe (aKTOPbl, BKIKOYASN FrEHETUKY.

BbisiBNeHHble BapuaHTbl

[eH BapuaHt Baw reHotun

DLGAP1 rs11876749 T/T
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BocnpumnmumsocTts kK BMNY

Y Bac BbICOKasi BEPOSTHOCTb BOCMPUUMUMBOCTU K BUPYCY MMMYyHOAedULMTa
yenoseka. TecT He BbIgBMA Y Bac MyTaumu B reHe CCR5, koTopas 3awwmwaeTr ot
BO34EeNCTBMSA BUPYCa.

Bupyc uMmyHogeduumTa yenoBeka nopaxaeT KNeTKM UMMYHHOM CUCTEMbI U Bbli3blBaeT
BUNY-uHpekumtio, KoTopas B TEPMUHANIbBHOM CTaAUM NMpeBPALLAETCS B CUHAPOM
npuobpeteHHoro ummyHoaeduumta (CMNLO). llekapcteo ot BUY noka He HanAeHo, HO
pa3paboTaHbl 1eKapCTBEHHbIE NpenapaThbl, KOTOPble 3aMeiIoT Pa3MHOXEHWe BUpYCa.
[puMepHOo y 2% ntoaen eCTb reHeTMYeckas MyTaLms, KOTopas He NO3BONsSET BUPYCY
UMMYHOOEPULMTA NPOHUKHYTb B UMMYHHYIO CUCTEMY.

JTO JAeT ecTECTBEHHYIO 3alUMTY OT BMpyca. Bo BceM Mupe MyTauus BCTpedaeTcs
[0CTAaTOYHO PEKO, HO OTMEYEHO, YTO €€ YacToTa Bbille Yy XuTenei EBponsil.

BbisiBNeHHble BapuaHTbl

[eH BapuaHTt Baw reHotun
LOC102724297, CCR5 rs333 GTCAGTATCAATTCTGG
AAGAATTTCCAGACA/GT
CAGTATCAATTCTGGAA
GAATTTCCAGACA
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[Mneptpoduyeckme pybubl

Hanuune oiHOro reHeTMYeckoro BapmaHTa CnoCobHO CHUXKATb CTEMEHb
BbIPaXXEHHOCTM TUNEePTPODUYECKMX NOCTTPABMATUYECKMX LLIPAMOB KOXM.
CuMTaeTcs, YTo Npy TaKOW reHeTUKE NPOLECC BOCNANEHUS, CBA3AHHbIN C
aKTUBaLMEN KOMMNIEMEHTA U runepTpodument pybua, NpoTekaeT MeHee
MHTEHCUBHO.

[MnepTpodumyeckme pybLbl pacCMaTPUBAOTCA KaK MNATONOMMYECKUE WpPaMbl C HESIPKO
BbIpAXXEHHbIM BOCMNANUTENIbHbIM KOMMOHEHTOM U HU3KOM arpecCUBHOCTbIO MHBA3UM.
[MnepTtpodumyeckune pybLbl MOryT ObiTb BbI3BaHbl KOXXHOM TPAaBMOM, pPa3apaXKeEHUEM,
BK/IH0YAN YKYC HACEKOMbIX, OXOT, XMPpYypruyeckne BMeLaTeNbCTBa, BakLMHALUMIO,
MUPCUHT KOXM, akHe, GONNKYNUT, BETPSHYIO OCMY U repneTuyeckyro MHeKUMH.
[puMeyaTenbHO, YTO MOBEPXHOCTHbIE TPABMbl, KOTOPbIE HE AOXOAAT A0 PETUKYNSPHOM
LepMbl, HUKOIAA He BbI3bIBAOT runepTpoduryeckoro pybLesaHus.

JTO rOBOPUT O TOM, YTO runepTpoduyeckue pybLbl Bbi3BaHbl MOBPEXAEHWEM ITOMO
C/108 KOXM U nocnenyowmnm abeppaHTHbIM 3aXXMBIEHMEM PaH, KOTOpoe
XapaKTepu3yeTcs HenpepbIiBHbIM U TMCTONOMMYECKU JTIOKAIM30BaHHbIM BOCNaneHueMm. B
pe3y/nbTate peTUKYNSIPHbIN CoKM runepTpodmyecknx pybLoB coaepxuT
BOCNAaNUTENIbHble KNeTKU, yBeNMYeHHoe Konnyectso pubpobnacros,
HOBOOOPa30BaHHbIX KPOBEHOCHbIX COCYA0B M KOMNAreHOBbIX Aen03MTOB.
[Mneptpodumyeckne pybubl 06bIYHO CTAHOBATCS 3aMeTHbIMKU MPUMEPHO Yepes 3 Mecaua
nocne TpaBMbl, 3TO CBA3AHO C TEM, YTO BOCNANEHWe peTUKYNSIPHOM AePMbI, KOTOPOe
HauYMHAEeTCs cpa3y Nocse NepBoHAYaIbHOM TPaBMbl, MPOAOMKAETCA B AASIbHENLLEM.

Bonee Toro, B cnydyae XMpypruyeckmx paH nauMeHTbl CKNOHHbI OWMBOYHO NonaraTth, YTo
CLUMTas paHa OKOHYaTE/IbHO 3aKM/la Ha 3Tane yaaneHus WBoB. ITO NPOUCXOAUT
MoTOMY, YTO Yyepe3 7-14 nHel nocnie onepaumm ANMAEPMUC PereHepupyeT 1 paHa
3aKpbIBAETCS U HE KPpOBOTOUMT. OfHAKO Ha 3TOW CTaauM AepMalibHas MaTpuua BCe eLle
CO3pEBaET, U B PETUKYNAPHONM AepMe NPOUCXOAUT BOCMaNEHME.

Ecnu B 3TOT MOMEHT peTUKYNSPHbIM C/I0M NOABEPraeTcs BHELWHEN U / MU BHYTPEHHEN
CTUMYNSLMK, BOCNAneHne He ocnabeBaeT M BMECTO 3TOro CTaHOBUTCS BCe bonee
BbIp2XXE€HHbIM. 3TO NpoBOLMpYyeT 06pa3oBaHMe NAaTONOMMYECKMX WPaMOB, KOTOpbIe B
KOHEYHOM UTOre CTAHOBATCH BUAMMbIMU Yepe3 HECKONbKO MecsiLeB Noc/ie onepauuu.
NHTEHCMBHOCTb, 4acTOTa U NPOAOIKUTENbHOCTb CTUMYJIOB ONPEAEenstoT, KakK bbICTpo
NOSIBNAKOTCS LWpaMbl, HANPaBAeHMe U CKOPOCTb POCTA, A TaKXKe BbICOTY pybua.

CTMMy)'IbI, KOTOpbl€ B/INAKOT HA XapPaKTEPUCTUKN N KOJTUHECTBO I'MI'IEprOCI)W—IECKMX
DY6LI,OB, BK/TIOYAIOT B C€6S MHOXECTBO MECTHbIX, CUCTEMHbIX U FEHETUYECKMX CbaKTOpOB.
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Mpennonaraercs, YTo KIMHUYECKUE Pa3IMUMA MEXOY KENOUAAMU U
rMnepTpodmyecknumm pybuamm oTpaxaoT BapuabenbHOCTb MHTEHCMBHOCTH, YaCTOTbl U
MPOAO/IKUTENBHOCTM BOCMANEHNUS PETUKYNSPHON AEePMbl.

BbisiBNeHHbIe BApUaHTI

leH BapuaHt Baw reHoTun

CSMD1 rs11136645 T/C
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[ NTMKMpOBaHue

HebnaronpuatHbii BapmnaHT reHa NAT2 accoummpoBaH ¢ 60nee MHTEHCMBHbLIM
NpoLECCOM IMUKMPOBAHMS B KOXE. DJTO O3HAYaET, UTO B KOXe obpa3syeTcs
60/1bLLOe KONMYECTBO KOHEYHbIX MPOAYKTOB MMMKMPOBAHMS Taknx 6enKoB Kak
KOJINareH, afacTuH, YTo NPUBOAMT K ee 6onee BbICTPOMY CTapeHMIo.

OpraHu13M UCNob3yeT MMHKO3Y Kak OCHOBHOW UCTOYHMK TonaMBa. Eciv rniokosa He
MeTabonM3npyeTcs AOMKHbIM 06pa3oM, Kak, HanpuMep, Npu caxapHoM auabeTe, Toraa
3anyckaeTcs NPoLecc MMUKMPOBaHUsS — HedepMeHTaTUBHOIO NPUCOEANHEHUS
MOJIeKY/bl caxapa (FoKo3bl MM dPYKTO3bl) K 6enKy uam nunuay. B koxe 3ToT npouecc
MPOUCXOAUT CefyowmnM 06pa3oM: K033 CBSA3bIBAET KOIAreH M BOIOKHA 3/71aCTUHa,
06pasys C HUMM NPOYHYHO CBSA3b M (HOPMMPYS TaK Ha3biBAEMbIE KOHEYHbIE NMPOAYKTbI
TMKUPOBaHMS.

JTO NPUBOAMT K CTPYKTYPHBIM U DYHKLMOHANbHBIM U3MEHEHWUAM TKaHEN, YTO
BbIPAXAETCA B MOSBNEHUN MOPLUMH, CyXOCTU U ApabnocTu Koxu. NokasaHo, 4To 3ToT
npouecc 6onee yCKOpeHHO NPOTEKAET C BO3PACTOM, HapyLLIas CO BpEMEHEM
CNoCoBHOCTb KOXM K pereHepaumm. KonmuecTBo KOHEYHbIX NPOAYKTOB FMKMPOBaHMS B
KOXX€ MOXXHO KOCBEHHO OLLEHWTb MO OLeHKe dhayopecLeHLMn Koxu. Ha aty
CNOCOBHOCTb, @ 3HAYUT M Ha 06pa3oBaHME NPOAYKTOB MMUKUPOBAHUS BAUSET
MHOXeCTBO (haKTOPOB: BO3paCT, Macca Tena, ypoBeHb MMKMPOBAHHOIO reMornobumHa,
KypeHue, a TaKkxKe reHeTuka.

BbisiBNIeHHble BapuaHTbl

leH BapuaHnt Baw reHotun

= rs4921914 T/C
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KenounaHbie pybubl

[laHHOE coyeTaHMe BapMaHTOB FeHOB, OTBETCTBEHHbIX 3@ MPOLIECCHI
3aXXMBJIEHUS PaH, @ TAKXKE FEHETUYECKM AETEPMUHUPOBAHHbIE BHYTPEHHME
0COBGEHHOCTU perynaumm NosIoBbIX U CTEPOUIHBIX TOPMOHOB, aCCOLMMPOBAHO C
HOPMasibHbIM PUCKOM BO3HMKHOBEHMS KENOMAHbIX PyOLOB.

KenounaHeit pyber, — 310 pubpononudepatmpHoe paspactaHme gepMbl B pesynbraTte
HapyLeHns npouecca 3axmeneHus paH. O6bluHOe 3aXKMBNEHME paH BKIOYAET B cebs
TOHKMM B6anaHC Mexay 601blWMM KOJIMYECTBOM B3aMMOLENCTBYOLWMX FTEHOB M MOJIEKYII.
B HopMe B npouecce 3aXMBEHUS KOXM eCTb TpU da3bl: BOCNANUTENbHAS,
nponudepatmeHas u dasa cospeBaHms pybua.

Kenona MoxeTt chopMMpoBaThbCs Npu Ype3MepHOM HaKomaeHMn 6enkos
BHEK/IETOYHOro MaTpmKca BO BpeMs ¢dasbl co3peBaHus. KenompgHoii pybey,
npeacrasnset cobon wpaM, KOTopbli pacteT 6@€30CTaHOBOYHO M MHBA3MBHO, BbIXOAS 33
npepensl ucxogHom paHbl. O6pasyoTcs vale Bcero B nybepTaTHOM BO3pacTe, y
XXEHLLMH PUCK YBENMYMBAKOTCS BO BpeMs BepeMeHHOCTHU, O4HAKO MOTyT YMEeHbLUATbCS B
pa3Mepax nocne MeHonaysbl.

3TO CBMAETENLCTBYET O BIUSIHUM FOPMOHOB Ha BO3HMKHOBEHME KENIOMIHbIX Py6LOB.
[MoMKMMO 3TOro, MOKa3aHo BAUSIHUE TakMX (DAKTOPOB, KaK PacTXKeHWe, TpaBMaTU3aLms
wpama U nHobekuus. CeMeltHble cy4am M pacnpoCTPaHEHHOCTb Kenionaa y 6an3HeLoB
TakXXe NoAepXXMBAET KOHLEMNLMIO FeHETUYECKOW BOCMPUMMUYUBOCTH K KENIOUAHBIM
pybuaMm. B HacToswee BpeMsi NpeanonaraeTcs ayToCOMHO-A0MUHAHTHbIN TUM
HaCne[0BaHMA C HEMOHOM NEHETPAHTHOCTLIO M BapbUPYHOLLENCS 3KCNPECCUBHOCTIO.

BbisiBNieHHble BapuaHTbl

Fen BapuaHT Baiu reHoTvn
= rs873549 T/T
- rs1511412 G/G
BPESC1 rs940187 C¢/C
NEDD4 rs8032158 T/C
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BupycHasa Harpyska npu BUY-uHpekumm

TecT BbISSBUN NpeapacnonoXeHHOCTb K MOHMXEHWI0 BUPYCHOM Harpy3ku Ha 90%
npu 3apaxeHun BUY-uHdekumen, no cpaBHeHuto C Hambonee
pacnpoCTPaHEHHbIM FEHOTUIMOM.

Bupyc uMmyHogeduumTa yenoBeka — peTpoBMpYC, KOTOPbIE NOPaXaeT KNeTKM
MMMYHHOW CUMCTEMbI OpraHM3Ma YyenoBeka u Bbi3biBaeT BUY-uHdekuuio. B
TepPMUHANBHOWM CTaguu 3aboneBaHne NPUBOAMUT K CUHAPOMY NpUOBpEeTEHHOro
nmmyHogeduumta yenoseka — ClMNAy. Ansa nporHosa passutus ClMOa ncnonbsyroTt
KpUTEepUI BUPYCHOM HaArpysKu.

OHa nokasbIBaeT, CKOMIbKO BUPYCHbIX KNETOK MPUCYTCTBYET B MUIUAUTPE NNA3Mbl
KPOBM, U KaK BbICTPO MOXET CHMU3UTLCS MMMYHHbINM CTaTyC y YefioBeka B Gimxalluee
BpeMsi. CKOpOCTb, C KOTOPOWM MMMYHHbIE pe3epBbl YENOBEKA COKPALLAIOTCS, @ BUPYCHAs
Harpyska pacTeT, UHAMBMUAYANIbHA 419 KAXA0ro YenoBeka.

BbiiBNieHHble BapUaHTbl

Fen BapuaHT Batu reHoTvn
LOC107984146, rs9264942 c/C
LOC107984144,

LOC105375015,

LOC107984145
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Anneprusa Ha TpaBbl

He BbiSiBNEHO coyeTaHUs NOMMOPGM3MOB, NMPY KOTOPOM MOBBILLIAETCS
NpeapacrnonioXXeHHOCTb K Pa3BUTMIO aNifieprm B OTBET HAa KOHTAKT C MblbLOM
Tpas.

Anneprus Ha TpaBbl BbI3bIBAETCS Mbl/bLLOM ONpPefeNeHHbIX CE30HHbIX PACTEHUI U
NpOsIBASETCS, KaK NPaBMIO, 3MM304aMU HACMOPKA, YMXaHMS, 3yAa B r1a3ax u
cnesoTeyeHus. MHoraa BO3MOXKHO pa3BUTHE M Bonee cepbe3HbIX CUMMTOMOB, TaKMX Kak
acTMaTMYeCKMit NpucTyn. TpaBbl, KOTOPbIE YaLlle BCErO Bbi3bIBAOT aNlIEPIUI0, ABNISIOTCS
BETPOOMbIISEMbIMMU.

ITO 3HAYMT, YTO UX NbiNbLA UMEET OYEHb MaNIEHbKME pa3Mepbl U IErKO pa3HOCKTCA
BETPOM Ha 6o/blUME PACCTOSHUS, B OTIMYMUE OT PACTEHMIA, OMbINSEMbIX HACEKOMbIMU

(Mx NblnbLA UMeeT BoNblLuMe pa3Mepbl, NI0X0 AEPXKMUTCS B BO3LYXE M He NpeacTaBaser
6onbluoi annepreHHoli onacHoctH). K TpaBaMm, Cnoco6HbIM BbI3blBaTb Y YesI0BEKA
anneprui, OTHOCSATCS 3/1aKOBble (HanpuMep, NAeBen, MATANK, TUMODEEBKA, POXKb,
MWeHMLA, S4MEHD), @ TAKXKE PACTEHMUSI U3 APYIrUX CEMEWCTB — MOJbIHb, aMBpo3us,

Mapb, n1ebefa u MHOXEeCTBO ApYrux. M3-3a 60/bWOro KoAMYecTBa NOTEHLUMANbHbIX TPaB-
annepreHoB He BCeraa yaaeTcs cpasy onpeaenvTb NPUUNHY aniepruyeckoi peakumu.

Ins 3toro CywecTByrOT CneumnanbHbl€ T€CTbl, HA3HAYAEMbIE BPA4YOM-a/1I/1€ProsioroM.
Jlioam ¢ anneprmeﬁ Ha NbibLy TPpaB MOTYT UCMbITbIBATb CUMNTOMbI aNlJIEPTrKUMN nocne
yI'IOTpe6}'IEHM$| B NMULLY HEKOTOPbIX MPOAYKTOB. 370 MponCxXoamnT U3-3a Toro, Yto AaHHbIE
npoAyKTbl UMEKT B CBOEM COCTaBE BeWECTBA, CXOAHbIE MO CTPYKTYpE C annepreHaMu.

K npumepy, cTpagatowmin anneprmei Ha 31aKoBble TPaBbl YENOBEK MOXET pearnpoBaThb
Ha ynoTpebneHune nunea, xn1e6obynoUHbIX U MaKapOHHbIX u3genui. MogobHble peakuun
HeobXxoAMMO OT/IMYaTb OT HEMEepPeHOCMMOCTH rtoTeHa (benka CeMsH 31aK0BbIX
pacTeHuI), B YeM TaKXKe NOMOXeT ansieprosior.

BbisiBNieHHble BapuaHTbl

leH BapuaHnt Baw reHotun
- rs7775228 T/T
- rs2155219 T/G
= rs17513503 /G
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CoNHeYyHble NeHTUro

JlaHHbIM BapuaHT reHa, OTBETCTBEHHOMO 3@ 3NMMUHALMIO U3ObITOYHOMO
KOSM4yecTBa MelaHOUUTOB UMMYHHbIMU KNEeTKaMW aCCOLMMPOBAH CO CpeaHUM
PUCKOM MNOSIBIEHUS COMTHEYHbIX IEHTUIO B pe3ynbTaTte Bo3aenctens YD-nyyen.

ConHeyHoe NeHTUro — 3TO YYACTOK KOXM C MHTEHCMBHOW MUIMEHTauuew,
BO3HMKAKLWKUIN BCeACTBME NIOKANbHOM Nponudepaumm MeNaHOUMTOB U aKKyMynsLmMm
MeflaHUHa B KNeTKax KOXM (KepaTtuHoumTax). Bctpeyaetcs 4OBOBHO YacTo, 0COBEHHO
cpeam nogen ctapwe 40 net. ConHeYHble NEHTUIO ABASKOTCS NIOCKMMU KOXHbIMM
31eMeHTaMU, MOTYT UMETb OKPYIYI, OBAJIbHYIO UKW HEMPAaBUIIbHYIO HOpMY.

LLBeT BapbMpyeT OT TEMHO-KOPUYHEBOIO [0 YEPHOr0, U 3aBUCUT OT LiBETA KOXMU; B
AMAMETpPE 3/1EMEHTbI MOTYT AOCTUraTb OT HECKOIbKUX MUIIMMETPOB 10 HECKOJIbKMX
CaHTMMETPOB. PacnonaratoTcst NpeMMyLLECTBEHHO Ha y4acTKax KoXu, Hanbonee
NOABEPXKEHHbIX COTHEYHOMY BO3AENCTBUIO — NIULLO, Tbi/IbHAs MOBEPXHOCTb JIAA0HEN.
Co/IHEYHble NEHTUIO JOBOJIbHO IEFKO AMArHOCTUPOBATb.

OnHako UHoraa NeHTUro HenpaBwuIbHOM GOPMbI OCTAaTOYHO CIIOXKHO
anddepeHumnpoBaTtb ¢ MenaHoMon. CoTHeYHbIe IEHTUIO ABAAKOTCS YaCTbIM
nposiBNIeHMeM CTapeHus KOXKU. CTapeHne KOXK SBNSETCS pe3ybTaTOM KaK BHYTPEHHUX,
TaK Y BHEWHMUX HAKTOPOB.

B To BpeMs Kak CTapeHue C BO3pacTOM SIBNISIETCS NPEUMYLLECTBEHHO FreHeTUYEeCKM
LETEPMUHUPOBAHHbBIM NPOLLECCOM, Pa3BUBAKOLWMUMCS B pe3ybTaTe HEYKNOHHOMO
HapyweHnsa GYHKLMM KNETOK, NOTEPU BHEKTIETOYHOIO MAaTPMKCa M APYrMx BO3PaCTHbIX
M3MEHEHWN, BHeLWHME haKTOopbl, TaKMe KaK ANMTeNlbHOEe BO34ENCTBME COMHEUHbIX NTyYen
Ha KOXY, BHOCST AOMNONHUTENbHbIM BKNAA4 B NPOLECC CTapeHMs, KOTOPbIM Ha3blBaeTCs
doTtoctapeHnem. OgHaKo, HECMOTPS Ha OCHOBHYHO ponb YD-ny4yen B npouecce
$hOTOCTApEHUS], €0 MHTEHCMBHOCTb TAKXE 3aBUCUT OT FrEHETUKM.

BbisiBNieHHble BapuaHTbl

leH BapuaHnt Baw reHotun
- rs9350204 A/A
- rs9358294 A/A
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[pynna kposu no cucreme [mero

Ilna nogen ¢ BalwmMM reHOTUNOM XapakTepHa rpynna kposu Dia-Dib+
(npucyTcTByeT ToNbKO aHTUreH Dib).

[pynny kposu [uero obpa3sytoT asa aHtureHa Dia n Dib, pacnonoxeHHble Ha
NMOBEPXHOCTM KPACHbIX KPOBSIHbIX KIETOK KPOBU (3pUTPOLMTOB). AHTUIEHbI MOTYT
NPUCYTCTBOBATb Y Y€/I0BEKA BMECTe, N0 O4HOMY MM OTCYTCTBOBATb BOBCE.
Dia—nonoxutenbHas rpynna KpoBK Yyalle BCTPEYaAEeTCs Y NpeacTaBUTenen
MOHIOJIOMOHOM pacbl U AaMEPUKAHCKMX MHOENLEB U cocTaBnsieT oT 12 oo 36 %.

B KpoBu eBponeonaoB 1 adprKaHLEB 3TOT aHTUIeH NPAKTUYECKM He OBHApYXMBaeTCS.
AHTureH Dib BcTpeuaetcs B 60nbwIMHCTBE nonynauuii. AHTureHsl Di moryT
NPOBOLMPOBATb peaKLMI0 MMMYHUTETA U, NPU UX HECOBMNAAEHMM Y MaTepu n pebeHka,
MOryT NPUBECTU K PA3BUTUIO FreMOINTMYECKOM BONe3HM NNoaa, a Npu nepenmMBaHum
HEeCOBMEeCTUMOM KPOBM — BbI3BaTb CEPbe3HbIe OCOXKHEHMUSI.

BbisiBNieHHble BapuaHTbl

leH BapuaHt Baw reHotun

SLC4A1 rs2285644 G/G
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CTpoeHune panyXku: MMrMeHTaumns BOKpYr
3paykKa

TecTt onpenenun y Bac Bap1aHT nonuMmopdusMa sosne reHa SLC24A4, koTopbin
OTBEYAEeT 3a CpefHe BbIpaXXeHHOE MUIMEHTHOE KOJbLLO BOKPYI 3paykKa.

Korpa roBopsT npo LBeT rnas, UMeT B BUAY Npexae BCero OKpacky pasyXKHowm
060/104KM (pagyXKu) BOKPYT 3payka. Pagyxka coaepxuTt B cebe KNeTku ¢ NMrMeHTaMm,
yale BCEro C MenaHMHOM. [TMrMeHTbl MeLwatoT CBETY NPOXOAUTL Yepe3 TKaHU
Pany>XHOM 060104KM M COCPefOTauYMBAIOT NMY4YOK CBETA B 3paykKe.

LiBeT pa3HbIX Y4aCTKOB paay>XKM MOXET OT/INYATbCA. JTO 3aBUCUT OT pacnpeneneHnd
MArMEHTOB NO KNETKaM padyXKWu. B kakue-To kneTku nonagaet 6onblue NMArMEHTa, B
apyrme — MeHblle.

YacTo BOKpyr 3payka obpasyeTcs KONbLO, KOTOPOE MO LBETY OTIMYAETCH OT OCTa/IbHOM
Pagy>XXHOM 060104KM. ITO KOMbLO YaCTUYHO MM MOMHOCTLIO OKPYXXaeT 3payok. Ecniny
yesioBeKa ecTb MUIMEHTHbIE KOMbLA BOKPYr 3paYKoB, ero rfa3a 4acro KaxyTcs
HabnaaTensam 3eseHbIMU UK OPEXOBBLIMMU.

BbisiBNieHHble BapuaHTbl

leH BapuaHnt Baw reHotun

LOC105370627 rs12896399 T/G
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[NoGYNMH, CBA3bIBAKOLLIMI MONOBbIE FTOPMOHDI
Y MY>KUYMH

Y Bac npefpacnonioXXeHHOCTb K HU3KOMY YPOBHIO rT00YIMHOB, CBA3bIBAOLLMX
MONOBblE FOPMOHbI.. 33 3TO OTBeYaeT BapuaHT reHa SHBG. B Hopme, ypoBeHb
CBOOOAHOr0 TECTOCTEPOHA MOXET ObITb MOHMXKEH.

NobynuH, CBA3bIBAOLLMIM NOSIOBbIE TOPMOHbI — 6en0K, 0bnaaaoLwmin cnoCO6HOCTLIO
CBA3bIBATbCSI C MOMIOBbIMM FTOPMOHAMMU M TPAHCNOPTUPOBATb MX B HEAKTUBHOM
cocTtosiiuun. Ero Monekyna BbIrnSaMT Kak Wwap, NO3TOMY OH Ha3biBaeTCs rnobynnHoMm (ot
natuHckoro globulus — wapwuk). Kak u MHorne 6enku, ropMOH-CBA3bIBAOLLMNA
rNoByAnH CUHTE3UPYETCS KNeTKAaMMU NeYvyeHu.

My>KCKOW MONOBOM rOPMOH, TECTOCTEPOH, 06pasyeTcs 13 XxonectepuHa B KeTKax
MOMOBbIX Xefe3 U B KOpe HAaANOYEeYHUKOB. Y XXeHLMH TeCTOCTEPOH BblipabaTbiBaeTCs B
HebOoNbWNX KONMYECTBAX B IMYHMKAX M B HagnovyeyHmkax. fopMoOH onpegensiet paboty
MONOBbIX Xefe3, pOCT MblLLIEYHOM TKaHU, CTPOEHME TeNa, HACTPOEHME U PUCKM
HeKOTOopbIX 3aboneBaHui.

BbisiBNieHHble BapuaHTbl

leH BapuaHnt Baw reHotun

SHBG rs1799941 G/G
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CenounHa

Tect He onpefenun y Bac BapuaHT nonumopdusma B reHe |IRF4, koTopbii
OTBeYaeT 3a paHHee n Bonee MHTEHCMBHOE NOCEeAEHMeE.

CefMHa BCTpPeYAETCA He TOMbKO Yy CTAPUKOB — YAaCTO MOXHO BCTPETUTb MONOAbIX
nogen c bnaropodHbiM cepebpom B BONOCaX. A HEKOTOPbIE Tak M BOBCE POXKAAKOTCA C
cefbiMU NpaaaMmM (HO 3TO BCTpeYaeTcs oveHb peako). NosTtoMy nocegeHue
pasgensercsa Ha Gpusnonornyeckoe (BO3pacTHoe), NpexaeBpeMeHHoe (HacTynatuiee B
MON00M BO3pacTe) U BPOXKAEHHOE (CBA3aHHOE C HAaCNeACTBEHHbIM OTCYTCTBUEM
MUrMeHTa B BOMOCAX).

[MoceneHne BonocC ObIBAET NOMHLIM MM YAaCTUYHbIM. MexaHM3M NOSIBEHUS BO3PACTHOM
M paHHEN CeamHbl OAMHAKOB. B 060mMx cyyasx 3T0 NpOMCXOAMT B pe3ynibTaTe yTpaThl
BOJIOCAMM KPACALLErO MUIMEHTA — MeNaHWHa.

OH cuHTE3MpYyeTCs B KNeTKax-MenaHouMTax, pacnofioKEHHbIX B HUXKHEM CNoe
3aNuaepMmca 1 B BONIOCAHbIX GONNMKYNAX, U 3aTEM MOCTYNAET B CTEPXKHU PACTYLLUX
Bonoc. C BO3pacTOM YMCIO MENTAHOLMTOB COKPALLAETCS, M NPOM3BOAUTCS MEHbLLE
MeNaHMHa. B pe3ynbTaTe CTpyKTypa BONOC, IMLWEHHbIX NMUIMEHTA, CTAHOBUTCS
MOPUCTOM, a MOSBMBLUMECS BO3AYLIHbIE MOMOCTM NPUAAIOT BOJIOCAM cepebpucTo-Henbli
LuBeT.

BbisiBNeHHble BapuaHThl

leH BapuaHT Baw reHotun

IRF4 rs12203592 c/C
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YnxaHue Ha cBeTy

Tect onpenenun y Bac BapuaHT NofiMMopdur3Ma Ha yyacTke Mexay reHaMu
ZEB2 n PABPCP2, KOTOpbIM OTBEYAET 3a CPefHIO BEPOSITHOCTb YMXATENbHOIO
pednekca Nnpu NonagaHUuM 9pKoro CBeTa Ha CeTyaTKy rnasa.

MpumepHo 18-35 % noaen, koraa BbIXOAAT Ha CoNHLE, 0643aTeNlbHO YMXAKOT ABA—TpU
pa3a. Tak NposBASeTCs CBETOBOM YnxaTeNibHbIM pednekc: HEKOHTPOAMpyeMoe YnxaHue
npv NONafaHUKM SPKOro CBeTa Ha CeTyaTKy rnasa. CBeTOBOM YMxaTesbHblM pedaekc —
YaCTHbIM C1y4yan 06bIYHOrO YnxaTenbHoro pednekca.

MexaHW3M TaKoM Xe: UMNYNbC NPOXOAMUT NO TPOMHUYHOMY HEPBY K HOCOPECHUYHOMY
HepBY W BbI3bIBAET YnXaHUe. BOT TONIbKO MMMYNbC BbI3bIBAKOT POTOPELLENTOP,
KOTOpble YNABNMBAKOT SPKUIM CBET U NepeaaroT UMMNYAbC HEPBHLIM OKOHYaHUAMMU
C/IM3UCTOM HOCA. YTOObI BbI3bIBATb TAKOM MMMYNbC, ALOCTaTOYHO Pe3KO YBENUYUTD
KOJIMYECTBO CBETA — BbIUTU U3 NONYTEMHOIO NOMELLEHMS HA COTHEYHYIO YAULY UK
BK/TOUUTb IPKUIA CBET B KOMHaTe. Pediekc MOXHO NpOCTUMYNIMPOBATb MEXAHUYECKUM
BO34EMCTBMEM HA rna3Hoe 96/10K0, HanpuMep, MHbEKLUMEN B OKOJIOrNa3Hoe
NPOCTPaHCTBO.

BbisiBieHHble BapMaHTbl

leH BapuaHnt Baw reHotun

- rs10427255 T/C
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YpoBeHb peTanbHOro remornobuHa Bo
B3pOC/IOM COCTOSIHMM

TecT BbIiIBUN Yy BaC BapuaHTbl nonumoppusmos B reHax BCL11A, MYB 1 Ha
yyactke HBS1L-MYB, KoTopble yKa3blBalOT HA BEPOSTHOCTb HU3KOMO YPOBHS
deTanbHOro reMornobuHa.

[py ObIXaHUU KUCOPOA M3 NerkmMx NonaaaeT B KpOBb, rae CoeanHaeTcs C
6enkaMm-nepeHocUMKaMm Kncnopoaa. MasHbI Takom 6enoK — reMornobuH, KoTopbIn
COOEPXKMTCA B KPACHbIX KPOBSIHbIX TeNbLUAax KpoBu (3putpoumtax). CtpoeHue
remornobmHa 3aBMCUT OT BO3pacTa YeNoBekKa, M YacTo B OpraHM3Me O4HOBPEMEHHO
NPUCYTCTBYIOT pa3Hble BUAbI FeMOrnobumHa.

Y B3pocnoro yenoseka npeobnagaet remornobuH A. Kpome Hero, B KpoBu
npucytcteyeT 1-7 % deTtanbHoro remornobuHa. OH BbipabaTbiBaeTca y nioaa B
npeHaTanbHbIM Nepuos, a NoC/e poXAEeHUS NPOLUEHT dheTanbHOro remornobumHa B
3PUTPOLUTAX CHUXKAETCS.

OH MeHee yCTOMUMB K BO3AEMUCTBUIO KUCNOTHOCTM (pH) 1 TemnepaTtypbl. 3aT0 y
¢deTanbHOro remornobuHa Bbiwe CPOACTBO K KMCIOPOAY, M OH CNOCOBEeH nepeHoCUTb
6onblie KMCnopoaa, YeM «B3pOC/bln» reMornobuH A. Boicoknii ypoBeHb GeTanbHoro
reMornobuHa y B3poC/bix 0cnabnser CMMNTOMbl HEKOTOPbIX 3a00/1eBaHUM, HAaNpUMep,
CepnoBUAHOKIETOYHON aHEMUMN.

BbiiBNieHHble BapMaHTbl

FeH BapuaHT Baw reHoTun
HBBP1 rs10128556 c/C
BCL11A rs4671393 G/G

LOC105378010 rs9402686 G/G
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YpoBeHb aANMNOHEKTMHA

TecT BbIIBMA Yy Bac BapuaHTbl nonnmopdumsmos B reHax ADIPOQ u ARL15,
KOTOpble YKa3bIBalOT HA BEPOSTHOCTb CPeAHEro YpoOBHSA aAMMOHEKTUHA.

Knetkn 6enoi XXnpoBor TKaHNM — aAMMNOLMUTbI — UTPAKOT BaXKHYHO pOsb B
3HepreTMyeckoM obMeHe YyenoBeKa: CO34at0T pe3epBHbIe 3anacbl SHEPTMU, KOTOPbIE
MOTOM MOTYT ObITb MCNOIb30BAHbI B HY>XHbI MOMEHT. AOMMNOUNTbI MPOU3BOAST pPSL
B6MoNorMyeckn akTMBHbIX BELLECTB, HEOOXOAMMBIX A5 NOMYYEHUS IHEPTUM U3 MULLN,
Hanpumep, 6enoK agMnoHeKTUH. EFro MOXHO 06HApYXWTb B KPOBU: Y 340POBbIX NOAEN
€ro KoHueHTpaumsa coctasnsiet okono 0,01% ot obuwero konnyectea 6enka B nnasme.

BbipaboTKy aiMNOHEKTUHA CTUMYIMPYET FTOPMOH NOAXKENYA0UYHOM XeNe3bl MHCYINH.
ALMNOHEKTUH Yy4YacTBYET B PaCLLENIEHMMU XKUPHBIX KMCIOT U PErynaumMm ypoBHS
FNOKO3bl B KpOBU. OH BbINONHAET HECKOMIbKO 3aLUMUTHBIX QYHKLMA: TOPMO3UT
BOCMaNMTENbHbIE NMPOLLECChI, XapaKTepHble AN aTepoCKnepo3a, NpOTUBOAENCTBYET
HaKOMEHMIO XXMPOB B CTEHKAX apTEPUM U CHMXKAET pUCK 06pa3oBaHus TpOMOOB,
KOTOpble MOTYT NPUBOAUTbL K MHDAPKTY MMOKAPAA.

[TOHWXKEHHDBIM YPOBEHb AAMMOHEKTUHA B KPOBM — MOKa3aTeb MeTabonnyeckmx
HapyLEeHWI, HanpuMep, oxnpeHus. C HapyLIEHNEM CEKpPeLMM 3Toro 6esika CBS3aHO
pa3BUTUE CaxapHOro auabeta 2 Tmna. Yem Bbille YpOBEHb aAMNOHEKTUHA B KPOBU, TEM
HUXE PUCK PA3BUTUS STUX 3aD0NEBAHUIA.

BbisiBNeHHble BapuaHTbl

Fen BapuaHT Balu reHoTuN
LINC02043 rs266717 c/C
- rs1648707 A/C
ARL15 rs4311394 A/A
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YpoBeHb C-peakTnBHOro 6enka

TecT He BbISIBUN Y BAaC BapuaHTbl noniMMopdu3amoBs B reHax IL6, CRP n HNF1A,
KOTOpble NOBbIWAKT UAKN MOHWXKAIOT ypoBeHb C-peakTnBHOro benka.

[Mpy pa3BuTUKM BOCNANEHMS, OPraHU3M BblAENSET B Na3My KPOBM CrieumanbHbie 6enku.
C-peaktuBHbli 6enok (CPR) coctouT 13 224 aMUHOKUCAOT U CUHTE3UPYETCS B NEYEHU
TOJIbKO KOrAa B OpraHM3Me HaumMHaeTcs BocnaneHue. YposeHb C-peakTnBHoOro 6enka
MOBBILIAETCS B TEYEHME ABYX YAaCOB NOC/Ie Havyana BOCMANEHMS U COXPAHSETCS A0 ABYX

CYTOK.

CKOpOCTb yBEIMYEHUS KOHLEHTPALMM 3aBUCUT OT aKTUBHOCTM BOCMANUTENBHOIO
npoLecca u cTeneHn nospexaeHus TkaHen. Gusunonormnyeckas ponb CRP coctout B
TOM, YTO OH CBSA3bIBAETCS C MOBEPXHOCTbIO OTMUPAIOLLUMX KITETOK U HEKOTOPbIX TUMOB
BakTepuii. ITO CAYXKUT CUTHANOM AN UMMYHHOM CUCTEMbI — OHA ONpeaenseT onacHble
[ANS OpraHM3Ma KNeTku 1 3anyckaeT Npouecc UX YHUUTOXEHMS.

BbisiBNieHHble BapuaHTbl

TeH BapuaHT Baw reHoTun
HNF1A rs7310409 G/G
CRP rs3093059 A/A
= rs2097677 A/G
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Twun ywHou cepol

Tect onpegenun y Bac BapuaHT nonumopdusmMa reHa ABCC11, kotopsbii
OTBeYaeT 3a BNAXKHbIN TUM YLIHOW Cepbl.

Cepa 3awmLaeT yIWHOM NPOXO0A OT pa3fapaXeHui 1 NoBpexaeHuii. Bonpekn Ha3BaHuio,
cepa Kak XMMUYeCKUM 3IEMEHT B YLWHOW cepe noytu He npucyTtcreyeT. OHa COCTOUT 13
XWUPHbIX KUCNOT, CNUPTOB U XONecTepuHa.

Cepy BblAENAIOT KNETKM HAPY)KHOMO YLWIHOMO NpOX0A4a, KOTOpble HAX0AATCS HEeNnoganeKky
OT YLWIHOM paKoBMHbI. YIWHas cepa bbiBaeT ABYX TMNOB — Cyxaa U BRaxHas. epsas
OCTaeTCs Ha BaTHOM Nanoyke B BMAE XN0OMbEB, a BTOpas — bonee mMArkas, u Takmx
X/lonbeB He obpa3syer.

Bo BnaxHow cepe 6onblue naMnuaoB u kpacawmx Bewwects (0o 50 %), B cyxon nx
cogepxaHue Huxke (oo 30 %). B pesynbtate TUMbl CEpbl OTIMYAKOTCA eLle U LBETOM:
BNaXKHas cepa 06bIYHO XeNTO-KOPUYHEBAS, a Cyxas — cepoartas. Kak npaswno, noam
C CYyXVMM TUMOM YLUHOM Cepbl MEHbLLE NOTEOT.

Xutenu [anbHero Boctoka, MoHronmm, Kutas n cocegHmx ¢ HUMM CTpaH, a Takxe
MHOEeNLb! B 60NbLUMHCTBE BbIpabaTbiBAOT YLUHYK CEpY CyXOro TMNa, a XuTtenu EBponsl
n ADpUKN — BNAXHYIO YLWHYO Cepy. DTOT PaKT 0O6bACHIET UCTOPUS: NpeaKam
MOHI0/1I0MO0B NPUXOANIOCH BbIXXMBATb B XOJI0AHOM KNMMATe, U TePSTb TEMJIO 33 CYET
BbIX0O/Ja XMAKOCTU Ha NOBEPXHOCTb Tena bbl10 HexXenaTenbHO.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHotun

ABCC11 rs17822931 c/C
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CTpoeHue pagy)XKu: Hannyme KpunT

Y Bac BbICOKasi BEPOSATHOCTb CPeAHEro KONMYeCcTBa KPUNT B pafyxke, 3a cyet
BapuaHTa nonnmopdusMa B reHe SEMA3A.

Kpuntbl — yrnybneHus B NOBEPXHOCTU PAAYXKKKU, KOTOPbIE AAKOT TKAHAM AOCTYN K
XMIOKOCTU rnasa, boraTon nuTaTeNbHbIMU BelecTBaMu. Ecnu cMoTpeTb Ha rnas

yenoBeka BOAM3U, KpUMTbI BbIFSAAT KaK Wwenu 6onee TeMHOro UBeTa, N0 CPAaBHEHUIO C
OCTanbHOM pafyXKon. Konnyectso KpuUnT B pagyXXKe 3aBUCUT OT COCTOSIHMS KNeTOK eé

BEPXHUX C/TIOEB.

Ecnm KpMnT MHOTO, 3TW KNETKM Pa3BUTbl XYXKe, YEM KOrAa KPUNT NpaKTUYeckun HeT. Ha
OCTPOTY 3PEHUSA 3TO HE BAUSIET. Y MYXYMH B CpeaHEM Bonblie KPpUNT B pafyKKax, YEM Y
YKEHLLMH.

BbisiBNeHHble BapuaHTbl

[eH BapuaHt Baw reHotun

SEMA3A rs1533995 A/G
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[pynna kposBu no cucreme Knga

Ilna nogen ¢ BalwmM reHOTUNOM XapakTepHa rpynna kposu Jka+Jkb+
(npucyTcTBytoT 06a aHTUreHa Jka v Jkb).

pynna kpoeu Knapn 6bina otkpeita B 1951 roay: y XeHwmHbl no damunnmn Kugg,
HOBOPOXAEHHbIN pebeHOK CTpadan reMoInTMYeckon 60ne3HbHo, M Bpaym CTanu UCKaTb
NPUYUHY. AHTUIEH B 3pUTPOLIMTAX, KOTOPbIM CNPOBOLMPOBAN pa3suTue 3abonesaHums,
6bin HavaeH 1 06o3HauveH Kak Jka. [TOToM HawnmM BTOPOM aHTUIeH 3ToM cucteMbl — Jkb.

AHTureHbl Jka n Jkb nepepatotcs no HacneacTBy M BCTpeyatroTca y 25 % nopent (3a
NCKNOYEeHMEM adprKaHLEB — Y HUX 3HAYMTENbHO Yawe BcTpeyaeTcs Jka). Y 50 %
N0aen B 3pUTPOLMTAX HaXoaatcs 06a aHTUreHa. AHTUreHbl U aHTMTena cuctemol Knugg,
MOTYT BbI3blBaTb FEMOIMTUYECKYIO 60M1€3Hb HOBOPOXAEHHbIX U OC/TOXXHEHUS NPU
MHOrOKpaTHOM nepennBaHMM HECOBMECTUMOW KPOBM.

BbisiBNieHHble BapuaHTbl

leH BapuaHnt Baw reHotun
LOC105372093, rs1058396 A/G
SLC14A1
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CTpoeHune paayXKu: KOHTPAKLUMOHHbIE
6opo3abl

TecT BbISBUA Y BAC BapuaHT nonnmopdmsma reHa TRAF3IP1, koTopbii oTBevaeT
33 IpKO BblpaXKeHHbI€ KOHTPAKLMOHHbIE HOP034bl B pagyXKe.

KOHTpaKLUMOHHbIe 6H0p0o3abl — NpepbiBaOLLMECS KONbLEBUAHbIE MOMOCKM, KOTOPbIE
pacnonaratoTcsa 6nmxe K nepudepum pagyxku. Ux noseneHne cBszaHo ¢ ABUXKEHUAMM
3pauka. Mpu 601bWOM YBENMYEHUM MOXKHO PAacCMOTPETb, KakK NpW paclUMpPeHUM 3payka
TKaHb PaflyXKu CKNafblBAETCA MO KOHTPAKLMOHHBIM 60p034aM B ABOMHbIE NUCTKM, A
Npu CyXXeHnu 3payka 60po3abl CTAHOBATCS MefibYe, a MHOTAA COBCEM PACNpaBASoTCS.

BbisiBNieHHble BapuaHThl

leH BapuaHnt Baw reHotun

TRAF3IP1 rs3739070 A/A
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Cnap»a 1 HeoObIYHbIM 3anax MO4u

[ns nofen ¢ BaWMM reHOTUNOM XapaKTepHa HM3Kas YyBCTBUTENIbHOCTb K
HeNnpuaTHOMY 3anaxy Mo4uu nocne ynotpebneHus cnapxu. 3170 06ycnoBneHo
BApPUAHTOM nosiMMopdun3Ma Ha yyacTke pagoM ¢ reHom OR2M7.

MHoraa cnapykei Ha3biBakOT Kopeickoe 611040 Gy4uKy — CNpeccoBaHHbIE U
BbICYLLUEHHbIE MJIEHKM COEBOr0 MOJIOKA, HO K HACTOSALLEN CMapXKe OHU OTHOLLIEHMUS He
nmetoT. Cnap)ka — pacTeHue C AJIMHHBIMU MIOTHbIMU CTEBNAMU C UINOBUAHBIMU
NIMCTOYKAMK. ITOT OBOLL, — POACTBEHHMK NYKY, XOTSl OHU HE MOXOXM HWU BHELIHUM
BUIOM, HM MO BKYCOBbIM KayecTBaM.

Y cnapxu ectb HeobblYHOE CBOMCTBO — HEKOTOpPbIE N0AM Nocne ynoTpebneHms cnapxm
B TeYEeHMWe Yaca MOryT YyBCTBOBATb MHTEHCMBHbIM 3anax OT CBOEW MOYM,
HAaNOMWHAIOLLMIA 3anax TyXI0M KanyCTbl. HeNnpuATHbIM 3anax cBs3aH ¢ nepepaboTkom
BeLecTB, COAEPXALLMXCS B crapxe, 1 06pa3oBaHMEM Naxyymx CepoCcoaepaLumx
coeguHeHun (Hanpumep, MeTaHTMoNa). lMpouecc nepepaboTky BeLECTB Y KaXKA0ro
NPOXOAUT NO-Pa3HOMY, U B HEKOTOPbLIX C/Iy4YasX OpraHM3M NpakTUYeCckn He Bblaenset
MeTaHTUON.

CnocobHoCTb pa3inyaTb 3anax CnapXxu B MoYe 3aBUCUT HE TOJIbKO OT CaMOTr0 3alaxa,
HO U OT 4yBCTBUTEJ/IbHOCTU K HEMY. Ectb ntoau, Mmoua KOTOpPbIX OTINHAETCA 3TUM
CTpaHHbIM 3aMaxoM, HO OHM HE CnocobHbI ero YNOBUTb. M ecTb ntogn, Moua KOTOpbIX HE
MaxHEeT, HO OHU B LLE/IOM CMOCOOHbI pa3nnynUTb 3TOT 3anax.

BoisiBNeHHble BapuaHTbl

[eH BapuaHTt Baw reHotun

= rs4481887 G/G
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Paszsutune 3y6oB B 10-12 ner

Y nogen ¢ BawunM reHotunoM B Bospacte 10-12 net, kak npasuno, 20 3y608.

MonouyHble 3ybbl y AeTel HAYMHAKOT BbiNaaaTb B 4-5 neT, a nepBbie NOCTOSAHHbIE,
KOpeHHble 3yObl NOABNATCA B 7 neT. Ha nosBneHune 3y60B BAUSET COCTOSHUE
300pOBbs pebeHka, KnMMaT, NuTaHue, NpoTekaHe 6epeMeHHOCTM MaTepu U
reHeTnyeckme dakTopbl. CMeHa 3y60B — BaXKHbIM HU3MONOrMYECKMI NpoLecc, No3ToMy
pOAUTENU U BPAYM BHUMATEIbHO CNepsT 3a HUM.

BbisiBNieHHble BapuaHTbl

Fen BapuaHT Baiu reHoTvn
LO0C101928278, rs4491709 T/T
LOC105373874

ADK rs7924176 A/A

- rs12424086 T/T
CACNA1S rs2281845 T/C
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3anax conona

TecT He onpepenun y Bac BapuaHT nonmmopdusma B reHe NDUFA10,
CBSI3aHHbIM C MOHMXXEHHOM YYBCTBUTENIbLHOCTLIO K 3aMaxy conoaa.

3anax conoAa Bbi3biBAET U300yTUpanbaerna. JT0 BELWeCcTBO MOXHO pa3nnymTb B
3anaxe CoN0Mbl U 31aKOB.

BbiiBNIeHHbIe BapUaHTbl

leH BapuaHt Baw reHotun

NDUFA10 rs13424612 T
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3anax duanku

TecT He onpenenun y Bac BapuaHT nonmmopdmsma B reHe OR4D6, cBg3aHHOrO
C NOHMXXEHHOM YyBCTBUTEIbHOCTLIO K 3anaxy Guanku.

3anax ¢umanok npuaaet Bewectso B-noHoH. MNpu 3ToM noxoxee BewecTtBO A-MOHOH
NaxHEeT He UBeTaMMn, a KOXKaHbIMU U3LENUAMMN.

BbiiBNIeHHbIe BapUaHTbl

leH BapuaHt Baw reHotun

OR4D6 rs7943953 G/T
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A A AR JTukible kauecTaa  WNNNNNNNYARY

Lona ceobogHoro PSA B KpoBu

Bbl CKNOHHbI K NOBbILWEHHOMY YpOBHIO cBO6oAHOrO PSA B KpoBuW. TecT BbisSiBUN Y
BaC BapuaHTbl nonnMopdusMoB B reHe ATF7IP 1 Ha yyacTke Mexay reHaMu
KLK2 n KLKP1, koTopble onpeaensitoT NOBbILEHHbIM YpOBeHb CBOOOAHOro PSA.
JTO He yKa3blBAeT HA NAaTONOMMI0, @ TOJIbKO 03HAYaeT, YTO NOBbILLIEHHbIN
ypoBeHb cBob6oaHoro PSA B KpoBu — Balwa dusnonormyeckas HopMma.

[pocTatnyeckui cneumduyecknin aHtureH (PSA) — ocobbiin onyxonesbii Mapkep.
OnpepeneHune ypoBHs PSA B CbiIBOPOTKE KPOBM MCMNOJIb3YIOT ANSI PAHHENO BbISIBIEHMS
paka npeacratenbHom xenesbl. CneundryHOCTb U TOYHOCTb 3TOrO TeCTa HeAOCTaTOYHO
BbICOKa$l, TaK Kak ypoBeHb PSA noasepxeH BAMAHUIO pa3HbiX HaKTOPOB.

[MoBbIWEHHbIM YpoBEHb PSA MOXET yKa3blBaTb HE TOIbKO Ha pPak, HO U Ha
A06poKayecTBeHHble 06pa3oBaHMs UK Hecneuuduyeckme BoCnanuTeNbHble
npovueccol. [NoBbiweHne ypoBHS PSA MOryT npoBOLMpPOBaTb MEXAHUYECKUE
BO34ENCTBMS, HANpUMep, MacCax NpeacTaTenibHOM Xenesbl. YueHble pa3pabatbiBatoT
MeTOAMKM, CNOCODBHbIE MOBbICUTb TOYHOCTb U CMEeLMdUYHOCTb 3TOrO TeCTa.

[puHaTo onpenenatb Ase popmbl PSA — cBoOOAHbIN M CBA3aHHbIM C HEIKaMKU KPOBMY,
KOTOpble B CyMMe cocTaBnsitoT obwmi PSA. YposeHb PSA Bo MHOTroM onpepenseTcs
reHeTM4yeckMmMmn hakTopamMu, NO3TOMY HOPMabHbIM YPOBEHb aHTUIEHA B KPOBM
pacCYMTbIBAETCS MHOMBUAYANbHO.

BbiiBNieHHblIe BapUaHTbl

leH BapuaHnt Baw reHotun
ATF71P rs3213764 G/G
KLKP1 rs1354774 G/G
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A A AR JTukible kauecTaa  WNNNNNNNYARY

BecHywKku

Tect He onpefenun y Bac BapuaHTbl nonMmMopdusmMos B reHax MCIR, TYR,
OCA2, BNC2, IRF4 n ASIP, koTopble oTBeYatoT 3a NOsBNAEHUE BECHYLLEK.

BecHywkn — HebonblwKne NaTHA YyTb TEMHEe 06Lero ToHa KOXK. ITO He MpU3HaK
3aboneBaHus, a nokasaTenb 60nble BOCNPUMMUYNBOCTM KOXKM K YNbTPadroneToBomy
cBeTy. BeCHyLW KM Yalle BO3HUKAKT Y NI04EN CO CBET/ION KOXEN, B KOTOPON MeHbLUe
CBETO3aLLMTHOrO NMUrMEeHTa, HO MOTYT MNOABAATLCS U Y NIOLEN CO CMYINION KOXEN, U Y
abpukaHues.

Jiopam ¢ BE€CHYLWKAMUN CTOUT Halle UCNOoJIb30BATb CONHUE3aLlLMTHbIN KpEM U ns3beratb
Aonroro I'Ip€6b|BaHVISI Ha conHue. B otnnumne ot POONHOK U APYITMX NMUTMEHTHbIX NATEH,
BECHYLWKN — 3TO HE pa3pacCTaHUA NMUTMEHTUPOBAHHbIX KJTIETOK. KneTtkun BECHYLUEK MO
NAOTHOCTMN HE OT/IMYAKOTCA OT OCTAaJIbHbIX Y4AaCTKOB KOXXU, MPOCTO OHU Bblpa6aTbIBal0T
6onblle NMrMeHTa MenaHuHa.

IMEHHO OH OKpalLuMBaeT BECHYLKM B 6onee TeMHbIN LBeT. BbipaboTKy MenaHuHa
CTUMYNMpPYET yNbTpaduroneT, NO3TOMY BECHYLLKM Sipye BCEr0 NPOSABAAIOTCS BECHOM U
CBETNIEOT K 3UMe. Y MNageHLEeB BECHYLWEK NOYTM He ObIBaET, OHM HAYMHAIOT
nosBNATbCA K 4-6 roaam, a nocae TpuaLaTv neT, HA0boPOT, YUC/IO BECHYLLEK
MOCTENEHHO YMEHbLIAETCS.

BbisiBNeHHble BapuaHThl

Fen BapuaHT Bau reHoTun
MC1R rs1805007 c/C
MC1R rs1805008 c/C
AFG3L1P rs4785763 C/C
LOC105374875 rs1540771 Cc/C
TYR, LOC107984363 rs1042602 Cc/C
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[pynna KpoBu no cucrteme Kenn: aHTUreHb
[leHHU n PayteHbepr

[lna nogen c BalwmMM reHOTUNOM XapakTepHa rpynna kpoeu Kpa-Kpb+
(NpuCyTCTBYET TONbKO aHTUreH Kpb).

[pynna kposu Kenn coctout U3 25 aHTUreHOB 1 nepuoauyeckn AOMNOSHIETCS HOBbIMU.
Cpenu Hux, nocne daktopos Kenn-YennaHo, BaXHy posib UrPaAOT aHTUIeHbl [1eHHM
(Kpa) n PayteHbepr (Kpb). AHTUreHbl [eHHn n PayTteHb6epr MoryT npoBOLMpPOBaThL
peakumio UMMYHUTETA U, MPU MX HECOBNALEHMM Y MaTepu U pebeHKa, MOryT NPUBECTU
K Pa3BMTUIO reMONNTMYECKON Bone3Hn Nnoaa, a Npy nepenmBaHMm HeECOBMECTUMOMN
KPOBWM — BbI3BaTb CEPbE3HblE OCNOXHEHMS. HO TakMe peakunn BO3HUKAKT pexe, YeM B
nape aHtureHos Kenn-4ennaHo, u B OCHOBHOM Yy HOCUTENEN aHTUTEHA [TeHHW.

BbisiBIeHHbIE BApUAHTDI

leH BapuaHTt Baw reHoTun

KEL rs8176059 G/G
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[pynna KpoBu no cucrteme Kenn: aHTUreHb
Kenn n YennaHo

Ilng nogen c BalwmM reHOTUNOM XapakTepHa rpynna kposu K-k+ (npucytcreyet
TOJIbKO aHTUreH k).

[pynna kposu Kenn coctout U3 25 aHTUreHOB U, N0 Mepe Hay4HbIX OTKPbITUN,
nepuoanyeckn gononHserca HoebiMU. AHTUreH Kenn (K), oTkpbinu nepsbiM, B 1946
roagy, B aputpoumTax pebeHka no pamunnmn Kenn, CTpagaroLLero reMoanTMYeCckonm
6onesHbto. Jlloaern Havanu gennTb Ha NOIOXUTENbHbIX U OTPULATENbHbIX NO aHTUTEHY
K, HO CKOPO BbISICHUNOCH, YTO Y «OTPULLATESNIbHBIX» II04EN He NPOCTO OTCYTCTBYET
aHtureH K, a npucytcTytoT apyrne — k nnu Yennaxo.

BbiBaeT, uTo y yenoseka NpPUCYTCTBYOT 06a aHTUreHa ogHoBpeMeHHo. DakTop YennaHo
pacnpocTpaHeH B nonynaumm wupe, yeM Kenn. U3 gByx daktopoB Hanbonee akTMBEH
dakTop Kenn, no3ToMy OH nMmeeT 60/blIOe 3HAUYEHME AN5 NePeMBAHNS KPOBM U
UrpaeT BaXKHYIO pOJib B NPOUCXOXAEHUM FEMONUTUYECKOM BONE3HN HOBOPOXKAEHHbIX. B
cnyxbax KkpoBu 0653aTeNlbHO ONpeaenatT Hanuume aHtTureHa Kenn.

BbisiBNeHHble BapuaHTbl

leH BapuaHT Baw reHotun

KEL rs8176058 G/G
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[pynna KpoBu no cucrteme Kenn: aHTUreHb
CatTep u MeTbto3

Ilns nogen ¢ BawuM reHOTUNOM XapakTepHa rpynna Kposu Jsa-Jsb+
(NPUCYTCTBYET TONbKO aHTUrEH Jsb).

[pynna kposu Kenn coctout U3 25 aHTUreHOB 1 nepuoauyeckn AOMNOSHIETCS HOBbIMU.
AHTureH CaTrep BCTpeYaeTCs TONIbKO Y N04en appuUKaHCKOro nponcxoxaeHus, B 20 %
cnyyaes. B gpyrux nonynsumnax npaktnyeckn B 100 % scTpeyaeTtcs aHTMreH MaTbios.
AHTureHbl Cattep 1 MaTblo3 peaKko NMpOBOLMPYIOT PeaKUM UMMYHHOM CUCTEMBI,
NPUBOASALLYIO K OCIOXXKHEHUSIM MOCNe nepennmBaHnii KPOBU U K reMOSIMTUYECKOM
6onesHu nnoga.

BbisiBNieHHble BapuaHTbl

leH BapuaHt Baw reHotun

KEL rs§176038 A/A
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[lponcxoxoeHue

Kaxablvi U3 HaC NpUHAANEXUT K onpeaesieHHON rannorpynne — obLWHOCTM Noaen,
NpoMCX0aALLMX OT OAHMX NpeakoB. Cernyac Hayke M3BECTHO, rAe 3TU ranaorpynnol
3apOAMINCH U KaK OHW MepeMeLLanncb nNo naaHete. MMKpobuonoru aaxe BblYUCIUAN
nocnegHero obuwiero npeaka no MaTEPUHCKOM MMHUK BCEX XXMUBYLLUMX HblHe ntoaen. OHu
Ha3Banu ee MutoxoHgpuanoHon EBor (EBOW — no aHanormm ¢ 6Mbnencknm CoXXeTomMm,
a KMUTOXOHAPMANBbHASA» MOTOMY YTO MO MATEPUHCKOM IMHMM HacnenyeTca
MutoxoHapuanbHas AHK).

B Bawmx reHax 3anoxeHa l/IHd)OpMaLI,Mﬂ O NMPpUHaANEXHOCTU K OI'IDGLI,EIIEHHOVI
rannorpynne. [eHeTHYeCcKoe uccnegoBaHne NOKasblBaeT, MAe XUAM Baln npeaku
TbICSYM NTET HA3a4 U KaKoM nyTb MO NJ1aHETE OHW Npoaenanu.
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RN B momystumoritibiii cocras NN

[lponcxoxxgeHue

Baw nonynsuMoHHbINM COCTaB

[eHeTUKM He MCMONb3YHT NOHATUE STHUYECKON M HALMOHANbHON NPUHAANEXHOCTU, HO
roBOpPST O NONyAAUMM — OOLWHOCTM NK0AEN, AONTOE BPEMS NPOXKMBAOLWMX HA OLHOM
TEPPUTOPUM M YACTUUYHO M30JMPOBAHHBIX OT APYrmx. [ng KaKaom n3 Takux nonynaumin
pPaCcCYMTbIBAKOTCS FeHOTUMbl — NPOdUAN C XapaKTepHbiMKM noanmopdmamamu. JHK
KaXZ0ro 4enoBeka MOXXHO CPaBHUTb C rEHOTUNAMM NONYAAUMI U ONpPeaenmnTb
NOMNyNSAUMOHHbIA COCTaB.

W 4
'\\
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RN B momystumoritibiii cocras NN

Baw nonynsiuMoHHbIM COCTaB: AeTanu

EBpona 100.00%
BoctouHas EBpona 54.55%
Komu 13.64%
Pycckue 9.09%
Monsikn 9.09%
MopaBa 9.09%
KabapamHupbl 4.55%
benapycobl 4.55%
TabacapaHbl 4.55%
CeBepHas EBpona 22.73%
®OUHHbI 9.09%
MHrepmaHnaHaLbl 9.09%
Bencel 4.55%
lOxHas EBpona 9.09%
McnaHupl 4.55%
AnbaHupl 4.55%
LeHTtpanbHas Espona 9.09%
Yexun 4.55%
Hemubl 4.55%
3anagHas Eepona 4.55%
bpuTaHupbl 4.55%
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RN Bas momynstumorkbiii cocras

HeaHaepTanbCKue reHbl

Y Bac BbisiBNeHo 128 coBnageHun annenen ¢ HeaHaepTabCKUMMU
n3 1618 Bo3MOXHbIX. YTO Ha 0.37% Bbilwe cpegHero 3HaYeHums.

/1618

128 SNP

122
B CPEHEM CpeaM Nonb3oBaTenei

HeaHnpoepTtanbupl XXWIM Ha TeppUTOpPUM COBpPeMeHHOM EBponbl 1 3anafHoM A3um COTHU TbiCaY neT
Ha3ag. Okono 30 TbicaY neT Ha3ag HeaHAepTanbLEB BbITECHUM KPOMAHbOHLbI, NPeAKU COBPEMEHHOIO
yenoBeka. YyeHble TOYHO He 3HAKT NogpobHOCTEN, HO B MpoLecce Mexay KpOMaHbOHLAMU U
HeaHAepTanbLaMu MPOUCXOOMNIO CMELLEHME — TakK B FeHOMe COBPEMEHHOrO YesloBeKa 0Ka3anocb
1-4% OHK HeaHaepTanbLEB.

NHTepecHO, YTo HeaHAepTaNbCKMe FreHbl eCTb Y BCeX NoAen, KpoMe adpMKAHCKOTrO HaceneHus —
CMeLleHne NpOoM30LWO0 yXe Nocae TOro, Kak Npeaku COBPEMEHHOI0 YenoBeka NoknHynu Adpuky.
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LR Feorpacpus mpekos NN

[eorpacdua npeakos

[IponcxoxaeHmne No MaTEPUHCKON IMHUM

EVE

200 TbiC. net
Ha3apg,

LO

150-180 ThicC.
NeT Hasan

L1

150-180 ThIC.
NeT Hasan

L2

80 TbiC. neT
Ha3ap,

a'

70 TbIC. neT
Hasag,

67 TbiC. neT
Ha3apg,

H1lb

25 ThiC. net
Haszap

MuToxoHapuanbHas EBa Bo3Hukna okono 200 000 net Hasag. ITa eHLWMHa 6bina
npapoauTenbHULen BUaa YenoBeK pa3yMHbli, OT KOTOPOM BCEM NOASM A0CTanachb
mutoxoHapmanbHas HK. Tem He MeHee OHa He Oblla e AMHCTBEHHOM XXEHLLMHOM B TO
BpeMms, HO MUTOXOHApUanbHble JHK OT ApyrnX XeHLWMH He COXPaHUAUCD.

lpynna LO TecHo cBsi3aHa ¢ AdpurKoK, nponcxoamt us Hee (nosiesunacb 15-17 Toic. net
Ha3af) M pacnpocTpaHeHa NpenMyLLeCcTBEHHO B Hee npeaenax. PacnpoctpaHeHa
cpenv npeacTaBuTenei KOMCAHCKOM packl, @ TakxKe Cpefm APYruxX pasfiMyHbIX
HebobLIMX apPUKAHCKMX Fpynn.

Hocutenu rannorpynnbl L1 nokann3oBaHbl MCKNHOUUTENBHO HA TeppuTopun Adpuku.
OHa BCTpeyvaeTcs u faxe AOCTUrAeT BbICOKMX YACTOT Y MHOTMX MONYNsLMiA
LleHTpanbHoOM 1 3anagHon Adpuku.

lannorpynna L2 TunnyHo appukaHckas. Ho, TeM He MeHee, OHa BCTPeYaeTCs 1 B
HoBoM cBeTe: bbi1a «3aHeceHa» Tyaa BMecTe ¢ pabamu. Chopmmuposanacb oHa 80-111
ThIC. IeT Ha3ag, Janee — pa3BeTBMIACh Ha ABa Cybknaga.

lFannorpynna N Bo3Hukna okono 70 TbiC. neT Ha3ag B Appuke, 0TKyaa MUrpMpoBana B
Asuto. OHa sBnsieTca NpeaKoBOM IMHUEN MOYTU BCEX COBPEMEHHbIX ranaorpynn
EBponbl, OkeaHun n AMepuku, 1 NO3TOMY ee BETBU pacnpoCTpaHEHbl Ha BCeX
KOHTMHeHTax. Yawe Bcero otMedeHa B MHamu, AnoHuun, ABCTpanum 1 Ha banxHem
BocToke.

lannorpynna R otoenunack ot npeakosoin BeTBn N okono 67 TbiC. neT Ha3ag, B FOxHow
A3un B xoae mMurpaumumn us Abpukun. OHa LWIMPOKO pacnpocTpaHeHa no Bcel EBpasuu
(ocobeHHO yacTa 1 pasHoobpasHa B KOxHoM A3nun) u OkeaHun; ee poUepHss BeTBb B
HalaeHa cpeim KopeHHoro HaceneHns Amepuku. B Poccuu HaripeHa BeTBb R1al.

lannorpynna H Bo3HMKkNa okono 25 TbiC. neT Ha3apg B toro-3anagHomn Asmn. OHa
aBngeTcs Hambonee pacnpoCTpaHeHHOM rannorpynnoi B EBpone, a Takxke 4yacto
BcTpevaetcs B CeepHoit Adpuke u MNepenHei A3nn. CHUXEHWE YaCcTOTbl Fpynnbl
oTMe4eHo ansa bamxkHero Boctoka, Kaekasa, MpaHa, CeBepHoit MHamm u LleHTpanbHoM
Azuu.
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LR Feorpacpus mpekos NN

[lponcxoxaeHue no oTLOBCKOW JIMHUM

ADAM

142 TbIC. NneT
Haszap

e'

142 ToiC. net
Hazapn

65 TbiC. neT
Ha3ap,

CcT

68-70 TbIC. net
Hasag,

"

39-50 TbIC. neT
Ha3apg,

a

47 TbIC. neT
Ha3apg,

34 TbiC. net
Ha3apg,

R1alal

30-35 ThiC. net
Ha3ap,

Y xpoMocoManbHbI AgaM BO3HMK OKONO 142 TbiC. neT Ha3ad. 3TOT MyXUYMHa Bbin
npapoamTesieM BuAa Ye/I0BEK pa3yMHbIi, OT KOTOPOro BCEM NOAAM AocTanacb Y
XPOMOCOMa. TO HEe 03HAYaEeT YTO OH Obl1 AUHCTBEHHBIM MYXXUMHOM B TO BpeMS, HO Y
XPOMOCOMbI OT APYrMX MY>XYMH HE COXPAHUIUCh

lannorpynna A — ctapewwas rannorpynna Y-xpoMocombl. OHa BO3HMK/IA MO HOBbLIM
AaHHbIM okono 142000 net Ha3ag elwe A0 pacceneHmns YenoBeka 3a nepenenbl
Adpukn mexay LleHTpanbHoli u CeBepo-3anagHon Adpukoi. PacnpocTpaHeHa
npeumyLecTBeHHO B KOxxHOM Adpuke.

lannorpynna B - BTopas no apesHocTu rannorpynna (nocne A). lNossunacb 0Kono
60000-65000 net Hazaa. OHa pacnpocTpaHeHa Ha AQPUKAHCKOM KOHTUHEHTE B
parnoHax toxHee Caxapbl.

lFannorpynna CT - obwasa npeakoBas rpynna anst My>KCKom IMHMM 60NIbLUMHCTBA
coBpeMeHHbIx ntopen. OHa nogsunace okono 68500-70000 neT Ha3ag Ha TeppuUTOpUU
BocTouHon Adpuku.

Fannorpynna F nossunace 39000-56000 net Ha3aa Ha toro-3anage Asun. B
HacTosLLee BPEMS B YUCTOM BUAE OHA BCTPEYaeTcs peako rnaBHbiM 06pa3os Ha
MHA0CTaHe HO OHA MOCAYXKKa NpeaKOBOM Anig rpynn BcTpevatowmxcs y 90%
COBPEMEHHOIO MYXXCKOFO HaceneHums.

lannorpynna K nossunace 47000 net Ha3ag Ha toro-3anage Asmu. B HacToswee Bpems
OHa pacnpocTpaHeHa NpenMyLLEeCcTBEHHO Y HapoaoB MenaHe3uu MonuHesnm u
AscTtpanuu. Ee noyepHue NMHUM pacnpoCcTpaHUAUCL NO Pa3NNYHbBIM y4acTkam EBponbl
n Azuu.

Mosieunace rannorpynna P B KOxHoM Asnm okono 34000 net Hasag. XoTb ransiorpynna
P B cBOEM M3HaYaNnbHOM BMAE PacnNpOCTPAHEHA /IMLLb SMM30AMYECKM OHA AaNa HAYano
WMpOKO paccenmsmmcs Beteam R u Q.

lannorpynna R nossunack Ha cesepo-3anaae Asmmn okono 35000-30000 net Hazag u
pacnpocTpaHunack no scemy mupy. Ceiyac OHa BCTpeYaeTCs BO BCEX YACTAX CBETA HO
Hambonbllee 3Ha4YeHMEe MMeeT cpean HapoaoB EBpasun. fengetca Hanbonee
pacnpoCTpaHeHHOM ranaorpynnow B 3anagHon Espazuu.
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