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JInkb6es

)  Yenosek
L 12 cucrem OpraHoB M TKaHeu

YenoBeuyeckoe Teno coCTouT n3 12 cuctem opraHoB 1 TKaHeW, KOTopble BMecTe obecneymBatoT
HopManbHoe GYHKLMOHNPOBaHME BCEro opraHMsma.

~ OpraH
7 20 BHyTPEHHNX OpraHoB

Y yenoBeka HacuUTbiBaeTCsA 0KOs0 20 BHYTPEeHHMX opraHoB. KaXkablii U3 OpraHoB BbIMOHAET
onpeaeneHHyr YHUKanbHyo GyHKUMI0. OpraHbl MOFYT MMETb No0CTb (Kak XenyaokK) uiu
perynsipHo cokpauiatbes (Kak cepaue).

TKaHb
4 TMna TKaHen 1 6onee COTHN PasHOBUAHOCTEN

OpFaHbI COCTOAIT U3 TKaHen. Bce TKaHM yenoBeka genaTca Ha 4 Tuna. Onpep,eneHHoe co4yeTaHune
9TUX TKaHEN AaeT BO3SMOXXHOCTb OpraHaM Hallero Tesia BbIMOJHATb HeobxoauMble d)yHKLl,VIVI.

Knetka
okon0 100 TpaH KNeToK

Bce TkaHM yennoBeyecKoro Tena COCTOAT M3 KNeTOK. KneTkn MoryT CUJIbHO OTNMYaTbCA Apyr oT
Apyra. Hanpumep, HepBHble KNeTKM CNOCO6HbI NepeAaBaTh 3/IEKTPUYECKNIA UMMYNbC, @ KIETKM
KOXXM UMEIOT BbICOKYH YCTONUYMBOCTb K BHELLHUM BO3AENCTBUAM. Bce pasHoobpasme B
CTpoeHun 1 BYHKLUMAX KneTok onpegensetca monekynon AHK. Bcero B Tene 3gopoBoro
yenoBeka HacuuTbiBaeTcs okono 100 TpUNANOHOB KNETOK.

Anpo

o6beM aapa coctaBnseT 10% oT o6bemMa KNneTku

MouTn y KaxKaom KNeTKu ecTb «LeHTp yrpaBneHusa» — aapo. B agpe HaxoauTcs Ta camas
monekyna [HK, koTopas oTBeyaeT 3a BCe Npoucxosliee B HalleM Tene.

%@ XpomMmocoma

46 XpOMOCOM MOYTU B KaXK0MN KNeTke

Monekynbl JHK ynakoBaHbl B aapax KNeToK B BUAE XpPOMOCOM. B HOpMe y yenoBeka B KaXoM
fipe COAEPXUTCA 23 Napbl XPOMOCOM, BKJTHOYast OAHY napy nososbix XpoMocoM (X n'Y).
KombuHauma XX onpegenset XXeHckui non, a XY — My>KCKOW.



AN ANAANIAARANAAREEARNWIZECEERIN

% OHK
HUTb [JHK nmeeT gnunHy okono 2 MeTpoB

OHK — 6onblias Mmonekyna, obecneynBatoLLas XxpaHeH e 1 nepegayy n3 NoKoNeHUs B NOKOSIEHME
HacneacTBeHHOM nHbopmMaumun. Bea nHpopmauus, cogepxkallasncs B AHK, «<3anucaHa»
YeTbIpbMS XMMUYECKUMM COEANHEHMAMMN, 0603HaYaeMbimmn 6ykBamu A, T, I n L. IHK yenoBeka
COAEPXUT B cebe 0Kono 3,2 MunnnapfoB «bykB». ITO KaK TbiCAYa KHUI pa3aMepoM C «BOHy u
MUp».

E{ [eH
6onee 20 TbiCcAY reHOB

"eH — aT0 yyacTok Monekynbl AHK, KOTOpbIN COAEPXXUT MHCTPYKLUUKU AN GYHKLMOHUPOBAHUS
K/1eTOK U BCero opraHnama. Bcero B reHome yenoBeka 6onee 20 TbiCAY reHOB.

BapunaHT reHa
n3BecTHo 6onee 30 MJIH FreHETUYECKUX BapMaHTOB

HecMoOTpA Ha TO, YTO OHU U Te XKe reHbl eCTb Y Ka)X[0ro YesioBeka, OHU Y BCEX HEMHOIO
oTnunyatoTcsa. Takue oTNIMYmMA Ha3blBalOTCA BapMaHTaMu reHa. boiBaeT Tak, YTO B OHOM U TOM Xe
MecCTe reHa y O4HOro yenoseka cTouT 6ykBa T, ay gpyroro — L|. 3To noxoxe Ha 3aMeHy 6yKBbl B
CnoBe, Hanpumep, cnosa "MamMa‘ u "pama” 0OTAMYarTCS NO CMbICAY, XOTS NPOM30LLIa 3aMeHa
BCEro 04HOM 6yKBbl. TaKMX BapMaHTOB reHOB Ha CEroAHALHUIA AeHb N3BECTHO okono 30
MUWUJIMOHOB. Cpean HUX MOXHO BbIAENNTb HECKOJIbKO TbICSIY Hanbosiee N3yYeHHbIX BapnaHTOoB.
MMeHHO nx Mbl uccnepgoBanu B Bawen JHK.



AN ANAANIAARANAAREEARNWIZECEERIN

YTO TaKoe pUCKK pacnpoCTPaHEeHHbIX 3abosieBaHNN?

Korpa peyb nget o pacnpocTpaHeHHbIX 3ab60neBaHNsSX, FOBOPAT O pUCKe
pa3BUTUSA TOM MU NHOM 60ne3HU. K npumepy, cpeaHu puck 3aboneTtb
apTepuanbHou runepteHanen coctasnseT 40% Ana Bcex Nroaen.
NHanBuayanbHbI )Xe PUCK 3a60/1eTb HEMHOIO OT/IMYAETCA OT CpeaHero no
nonynaLMn n3-3a yHMKanbHoro Habopa nsmeHenummn B IHK y ka)kxaoro 13 Hac.
BapunaHTbl reHOB, CBA3aHHble C PUCKOM pa3BUTUS 3ab0NeBaHuMsA Tak U
Ha3bIBalOTCA — reHeTnyeckue gakTopbl pucka. Kpome HUX ans
pacnpoCcTpaHeHHbIX 3a60/1IeBaHNI AENCTBYHOT eLle U BHeLHne GakTopbl, K
KOTOpPbIM OTHOCUTCA 06pas Xn3Hu U akonorus. NMoaTomy pacnpocTpaHeHHble
3ab60s1eBaHUSA eLle Ha3bIBatOT MHOFO(MAaKTOPHbIMU UM KOMMJIEKCHBIMM.

[ToyeMy Ba)XHO 3HaTb O pUckKax?

BbiCOKMi1 pUCK 3a60N1€BaAHNSI HE 3HAYMUT, YTO OHO 06513aTENIbHO NPOSBUTCSA B
6yayLLeM, TOYHO TaKXKe HU3KMI PUCK He rapaHTUpYeT, UTo 60/1e€3Hb HUKOrAa He
BO3HMKHET. MHbopMauusi o reHeTUYeCcKnX puckax 60s1e3HeN MOXKET CNYXUTb
NMOBO/ZOM A1 UBMEHEHUs1 06pa3a XXM3HU ANs YNpaB/ieHUss pUCKaMu.
[eHeTMYeCKUn TecT No3BOJISIET pacCTaBUTb aKLEHTbl — Ha YTO criefqyeT o6paTuTb
CBOE BHMMaHMWe U BHUMaHWe Nevallero Bpaya.



AN ANAANIAARANAAREEARNWIZECEERIN

Y10 Takoe cTaTyc HoCUTeNbCTBa HacneaCTBEHHbIX
3aboneBaHUin?

N3BECTHO, YTO KaXkabln 5—6 pebeHOK poXKaaeTcs C HacNeACTBEHHbIM
3a6051eBaHMEM WJIN MOPOKOM Pa3BUTUSA, KOTOPbIE MOTYT YrpOXXaTb €ro XXMU3HMU,
B/IUATb Ha 340POBbE N Ka4YeCTBO XU3HW.

YTo menatb, YTOObl pOAUNICS 340POBbIN PEOEHOK?

Korpa nasecteH ctaTyc HOCUTENbCTBA POAUTENIEN — MOXHO OCO3HAHHO
NoaxoauTb K NaHUpoBaHuMio ceMbu. CerogHa [OCTYMNEH LWMPOKUIA CNEKTP
MEeTO/10B, 06beAMHEHHbIX TEPMUHOM «BCMOMOraTeNIbHble PENPOAYKTUBHbIE
TEXHOJI0rMM», KOTOpble NO3BOJIAIOT 3a4aTb 340POBOro pebeHka faXke B TOM
cnyJae, korga oba poanTens ABAAOTCSA HOCUTENAMWN HAacNeACTBEHHOIO
3abo/1eBaHUS.






Pucku

HasBaHue

Butunuro
MenaHoma

O6bIKHOBEHHbIE yrpu (Tskenas
dpopma)

HasBaHue

OyaroBoe obJibiceHue
CuctemMHas cknepogepmus
BasanbHOKNETOYHbIN paK KOXMU

AHAporeHHas anoneyms

HasBaHue

Mcopuas
Posauea

ATonunyeckunin pepmMaTuT

Baw
puCK

12.87%
2.6%

1.31%

Baw
puck

1.7%
0.019%
24.06%

29.39%

Baw
puck

0.69%
2.13%

1.38%

CpefHum puck

5%
1.9%

1%

CpefHui puck

1.17%
0.025%
25%

32.2%

CpeaHui puck

1.82%
14%

16.3%

OTHOCUTENbHDI
N puck

OTHOCUTENbHbI
M puck

0.76x
0.96x
0.91x

OTHOCUTENDbHbI
" puck

0.38x
0.15x

0.085x

Puckun

CpaBHeHuMe co
cpegHuUM

+7.87%
+0.7%

+0.31%

CpaBHeHue co
cpegHUM

+0.53%
-0.01%
-0.94%

-2.81%

CpaBHeHuMe co
CpefHUM

-1.13%
-11.87%

-14.92%



Puckun

Butunuro

CpeaHui puck 5%

Baw puck 12.87%

BUTUNMIro — 3TO HapyLleHMe NMUIMEHTaL MU KOXW, BbI3BaHHOE UCYE3HOBEHMEM
MeflaHUHa Ha OTAeSIbHbIX yYacTKax Tena. 3abosieBaHMe pacrnpocTpaHEHO BO BCEX
CTpaHax MMpa U MOXXeT HayaTbCs B JIO6OM BO3PacTe, HO Yallle BCTpevyaeTcs y
YKEHLLMH U B MOJI0JIOM BO3pacTe.

I'Ipwlea M MEXaHNU3M €ro pasBnUTnA OKOH4YaTeSIbHO HE OonpeneneHbl. NmetoTcH
AaHHble O TOM, YTO NpeapacnoyioXXKeHHOCTb K BUTUJTUITO MOXKET nepepaBaTbCA Nno
HacnencTBy, a TakKXXe 60/1bLIOE 3HaYE€HME B BOSHUKHOBEHNWN 3TOrO HapyLleHuns
MMEIKOT CTpeCCOBblIE COCTOAHUA, NEPEHECEHHbLIE MHd)eKLWIOHHbIe 3abosieBaHus,
XPOHUYECKUE 60/1e3HU BHYTPEHHUX OpraHoB, UHTOKCUKALIMN, KOHTaKT KOXXU C
HEKOTOPbIMU CUHTETUYECKUMU TKAHAMU U (I)VISVI‘-IGCKVIG TpaBMbl.

B pe3ynbTaTe AenurMeHTaumnm Ha Koxke NosiBAATCSA Pas/IniyHOM BETUYMHbBI U
dbopMbl 6enble NATHA C YeTKUMU KpasitMu. OHM MOCTENEHHO YBENTMUYNBAKOTCS B
pasmMepax, CimBaroTCs, 0bpasysa obLLMpHble 06n1acTn 6€10-MONI0YHOrO LBETA.
Bonocbl B 3TUX MecTax Takxe obecuBeynBatoTcs. O4arm Moryt BO3HMKaTb
NMOBCEMECTHO, HO Yallle BCEro Ha N1Le, KUCTSX, IOKTAX U KoneHsax. OTaenbHble
NSAITHa MOryT CaMOMPOM3BOJIbHO UcYe3aTb. JTloAaM ¢ BUTUNUIO crieayeT nsberatb
NPSIMbIX COJTHEYHbIX Ny4en.

JleyeHne HanpaBneHO Ha yCTpaHeHMe KOCMETMYECKOro aedekTa n
BOCCTaHOBJ/IEHNE €CTECTBEHHON NMUrMeHTaumn. [1na aToro ucnonb3syeTcs
dhoToXnMMMoTepanus, a B HEKOTOPbIX C/yYasix — nepecagka KoxMu.



[eHeTM4YecKkune pakKTopbl pUcka BUTUNIO

BapmaHTbLnosbuuaxnumepMCK

leH
CPVL

LPP
IL2RA

RALY
UBASH3A
DEF8

TNFRSF11A

GZMB
IRF3,BCL2L12
CASP7
PTPRC
IKZF4,LOC10
5369781
IRF4

C1QTNF6

BapuaHT

rs117744081
rs148136154
rs13076312
rs706779

rs4807000

rs6059655
rs12482904
rs4268748
rs2247314
rs5952553
rs8083511

rs8192917

rs2304206
rs12771452
rs16843742

rs2017445

rs12203592
rs231725
rs229527

[eHOoTUN

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

A/A

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

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

C/C
G/A
C/A

BapuaHTbI, CHUXatoLue puck

leH

FOXP1
LOC1079843
63,TYR
RERE,RERE-
AS1

SLC1A2
TEF

BACH2

AP4B1-AS1,P
TPN22
HERC2
PPP4R3B
TG

BapuaHTt [eHOTUN
rs9271597 /T
rs60131261 TTTA/TTTA
rs34346645 A/A
rs1126809 G/A
rs301807 G/G
rs1043101 A/A
rs9611565 T/C
rs11021232 T/T
rs72928038 G/G
rs2111485 G/A
rs2476601 G/G
rs1635168 Cc/C
rs10200159 /T
rs2687812 T/A

Puckun

Bknap,



Puckun

MenaHoma

CpefHu puck 1.9%

Baw puck 2.6%

MenaHoMa — 3TO arpeccuBHas 3/10KadecTBeHHas ONyxoJib KOXXW, KoTopas
BO3HWKAaeET B pe3y/ibTaTe NopaXeHUsa NMUrMeHTHbIX KNeTOK, MPoAyLUpYHLmMX
MenaHuH. XXeHWwmHbl Ao 60 neT 601er0T Yalle MY>X4YKH, a Nocne MenaHoMa
BO3HMKaET C OAMHAKOBOM YacTOTOM Y 060MX NonoB. M1k ee nosiBneHus
npuxoantca Ha 30—50 ner.

OCHOBHOW NPUYNHOM CTAHOBUTCS BO3AENCTBMNE YNbTPpadhmnoneToBOro CosTHEYHOro
N35y4eHus, NonagatoLlero Ha He3aluLLLEHHbIe YY4aCcTKM KOXU. B 60nblUMHCTBE
CllyyaeB OHa pa3BMBaETCA y NtoAeNn, NoyyaBLUMX CONTHEYHbIE OXKOrn B feTCTBE U
FOHOLLECKOM BO3pacTe, a Tak)Ke — y paboTatolmX B 3aKPbITbIX MOMELLEHUSIX, @
OTAbIXaKoLWMX B FOXXHbIX CTpaHax.

Hemanyto ponb B pazaBUTUN MeNaHOMbl OTBOAAT TPABMUPYHOLLUM
NOBPEXAEHUAM POANHOK, FOPMOHANbHOMY U UMMYHHOMY CTaTyCy, @ TakXe
HacneACTBEHHOW NpeapacnonioXeHHOCTU. HaunHaeTcst oHa ¢ NOsIB/IEHUSI HOBbIX
NN YBENTMYEHMS B pasMepax YXKe CyLLeCTBYHOLNX POAUHOK UM POAUMbIX MATEH,
3y/1a, YXXKEHWUSI U KPOBOTOUMBOCTU B 30HE OMNYXOJIN.

Kak npaBuio, BocnaneHHble K/IeTKU KOXN UMEKOT KOPUYHEBDBIN UITN YEPHbIN
LiBET, B HEKOTOPbIX C/ly4asix — PO30BbIM, XXENTOBaTbIN UMK gaxe 6enbin. K
AOMNONMHUTENIbHbIM MPU3HaAKaM MOXHO OTHECTU LesyLleHue, BbiNaZleHne paHee
CYyLL,eCTBOBABLLMX BOJIOC, BOSHUKHOBEHUE YMNJIOTHEHUI Ha MOBEPXHOCTHU
MUIMEHTHOW OMYXO/U U YBENTUYEHWNE BAMKANULLNX K HeRn NuMdOoy3oB.

B neyeHun ocHoBHas pPOJIb OTBOAUTCA XUPYPrM4ECKMM METOLAM. NHorpa
MCMNOJIb3YHKOTCA JslydeBaa U NOJIMXUMUOTEPANnNA, a Takxe CI)OTO,D,VIHaMVI‘-IeCKaFI n
MMMYHOTEpPanuA.
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Puckun

eHeTUYeckne pakTopbl pUcKa MesTaHOMbI

BapuaHTbI, noBbIwaroLme puck BapuaHTbI, CHMXKaroLue puck

leH BapuaHT [eHOTUN Bknapg leH BapuaHTt [eHoOTUMN Bknag
MTAP rs201131773 -/- 0.38% MC1R rs1805007 C/C

- rs62389423 G/A 0.35% RALY rs6059655 G/G

LOC1079843  rs1393350 G/A 0.15%

63, TYR

SLC45A2 rs35407 G/G 0.072%
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Puckun

O6bIKHOBEHHbIE yrpu (Taxenasa dopma)

CpeaHui puck 1%

Baw puck 1.31%

O6bIKHOBEHHbIE YrpU — BOCMNAaNIUTENIbHOE KOXHOE 3a60/1eBaHMe,
pasBuBatoLLeecs BcneacTBme cb6osi B paboTe canbHbIX Xenes. M36bIToYHas
NPOAYKLNS KOXHOro cana ykenesamu 3abuBaeT Nnopbl OTMUPAOLWMMKN KIeTKaMu
anuaepmuca. HakonneHume aTux KIETOK B NPOTOKAaX Xefes NpoMcxoauT us-3a
HapyLleHusa ux oTwenywmBaHus. KoxxHoe cano oTkajblBaeTcs nog
3a6/10KMPOBaHHbIMM Nopamu, obecrnednBas NuTaTeNbHyO cpeay Ans
PasMHOXEeHU MUKPOOpPraHn3mMoB. KnnHnyecku HabnogaeTca pasHoobpasme
cbinu (yrpeBble 3/1eMeHTbl) Ha KOXKe /L, BepXHEN NOJIOBUHE IPYAM U CMNHDI,
rae pacnonaratoTcst Hanbosnee KpyrHble casibHble YKenesbl. B ocHoBaHUu
YyrpeBbIX 3/IEMEHTOB BO3HWKAET BOCMa/IMTENbHbIN NPOLIECC, pacniaBASIOLLINA
MEeCTHble TKaHM C 06pa3oBaHUEM FHOS.

O6bIKHOBEHHbIMU YrpamMu cTpagaet oT 70 fo 90% nonynsauum B Bo3pacTe 12-24
neT, Npu 3TOM YyacToTa BO3HMKHOBEHMA 3TOM NATONIOMNKU Y 1L, B BO3pacTe 25-34
n 35—-44 net coctaBnset npumepHo 10—-37% n 3—7% cooTBeTCTBEHHO. Halue
BCero yrpeBas 60/71e3Hb BCTPEYaeTCa Y MY>XUUH, NPOLLEHT CPeAHETSHIKENbIX U
TsOKeNbIX POPM Y HUX TakKe Bbile — 34%, B TO BpeMSl KaK Cpean XXeHCKOoWn
nonynsaunm aToT NokKasaTesib He npeBbiwaeT 3—-12%.

Cpeaw BaXKHbIX MPUYMH Pa3BUTUSA 06bIKHOBEHHDIX Yrpew BblAeNsoT
HacneACTBEHHOCTb, FOPMOHasIbHYH aKTUBHOCTb, 3a60/1eBaHuUsA
Xenyao4yHO-KMLLIEYHOro TpakTa, NepexoHblii BO3pacT, CTPECC, FMNepaKTUBHbIE
calibHble Xefesbl, MUKPOOPraHM3Mbl, KOXKHble NMOBPEXAEeHNS,
CONpoBOXaatoLmecs BocrnaneHueM, UCrnosib3oBaHne aHaboIMYecKnx
CTeponaoB.

JleyeHne gnutenbHoOe U HanpaBJ/IeHO Ha HOpManusaumo d)yHKLI,IAM CaJibHbIX
xenes. |_|pl/l TSXKENIOM TeYEHUM Ha3HA4YarT aHTUONOTUKM.
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Puckun

[[eHeTM4YecKune pakTopbl pUcKa 06bIKHOBEHHbIX YIrpen
(Tsxenom popmbl)

BapI/IaHTbI, nosblarOWne puck BapI/IaHTbI, CHWXaruwne puck

leH BapwnaHTt [eHOTUN Bknag leH BapuaHT [eHOTUMN Bknag
rs38055 A/A = rs478304 G/T
rs1159268 G/A
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Puckun

OvyaroBsoe ob6JibiceHune

CpefHu puck 1.17%

Baw puck 1.7%

OuvaroBas anoneuusi — 3TO NaToJIOrMYeCKoe BblNageHune Bosoc, NpUBoAsLLee K
NX NOPELEHUIO UM NOSTHOMY MCYE3HOBEHUIO Ha OnpefeneHHbIX 061acTsx
ronioBbl MK Tena. YacTtoTa BCTPeYaeMoOCTH cpean HaceneHnsa koneobnetcsa ot 1%
10 2,5%. 3aboneBaHne BO3HUKAET B pe3ynbTaTe NOBPEeXAEeHUS KNEeTOK KOPHEBOM
CUCTEeMbI BONOC pakTopaMun UMMYHHOW 3aLLUUTbl, YTO CBA3AHO C HapyLleHNeM
MeTabosiM3Ma peTUHOMAO0B, OTBEYAIOLNX KPOME BCEro NpoYero 3a 31acTUYHOCTb
N POCT BOJIOC.

CyuwiecTBYyeT reHeTu4Yeckas npeapacrofio)XeHHOCTb K fJ]aHHOMY 3aboneBaHuto. B
OCTaJslbHbIX C/ly4asix K HEMY NPUBOAAT 9MOLMOHa bHbIe CTPECChI, BaKLMHaUWS,
BMPYCHble 3a60/1eBaHMS U MPUEM HEKOTOPbIX NpenapaTos..

Ha nepBow cTagum 60ne3Hu NosBASIETCA HEOObLLOE NATHO 06/bICEHNS,
KOTOPOMY XapaKTepHO NOKpacHeEHME, COMPOBOXAAIOLLLEECH HOKEHNEM, 3YA0M U
NOBbILLIEHHOW YYBCTBUTENIbHOCTbIO KOXWN. B 7% criyyaeB OHO nepepacTtaeT B
MOJTHYIO MOTEPHD BOJIOC Ha rofioBe Uin Ha BceM Tene. Oyarun BbinageHns BoaocC
UMEIOT OKpPYrJible UK OBasibHble 04epTaHuA. Bonocbl BOKPYr HUX HEYCTONYUBLI U
npu cnabom NoTArMBaHUM BbiNagaroT HEGObLUMMM NyYKaMu. 3aTeM NMPOUCXOANT
C/ISIHME HECKOJIbKMX 04aroB B OAMH KPYMHbINA Y4aCcTOK 06/1bICEHUS], KOTOPbIN
CTAHOBUTCA 3aMeTeH AN19 OKpyXKatoLwwmnx. OKono 25% nogen MerT Takxke
OTKJIOHEHUS B HOPMUPOBAHUM HOTTEN.

Ecnn nauymeHT He o4eHb 06eCrnoKOeH NoTepen BOSIOC, LienecoobpasHo
NPUAEPKMBATLCA TAaKTUKN HABGMOAEHNS U BbDKMAAHUA. B MHOM criyyae yalle
BCEro Ha3HavyarTCcs ropMoHasbHble npenapatbl (Kak NpaBuio,
KOPTUKOCTEPOUADI).
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[eHeTMYecKMne pakKTopbl pUcKa o4aroBoro

obnbiceHund

BapI/IaHTbI, nosblarOWne puck

leH

TSBP1-AS1,T
SBP1
BTNL2

IL2RA

STX17
IKZF4,LOC10
5369781

BapuaHT

rs9479482
rs6910071

rs3763312
rs11155700
rs3118470

rs10760706
rs1701704

rs7682241
rs16898264
rs1024161

[eHoTUN

T/T
A/G

A/G
A/G
C/T

C/T
G/T

G/T
A/G
C/T

Bknag
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BapI/IaHTbI, CHWXaruwne puck

leH
ERBB3

TSBP1-AS1

LOC1027238
78

BapuaHT

rs705708
rs9275572

rs3130320
rs4147359
rs694739

rs6932542

[eHoTUN

G/G
A/G

C/T
G/G
A/G

A/G

Puckun

Bknapg,



Puckun

CucrtemMHasa ckyiepoaepmus

CpeaHui puck 0.025%

Baw puck 0.019%

CucTeMHasi ckiiepofiepMust — 3To 3abo/ieBaHNe COeAMHUTENbHOMN TKaHM,
nopakatolLiee B OCHOBHOM KOXY 1 KPOBEHOCHbIe cocyAbl. Yale um 6onetot
YXEHLNHbI.

[(NaBHas NpuYnHa BO3SHMKHOBEHUSA He BblsiBNlIeHa. TOYHO U3BECTHO, YTO K
pasBUTMIO 60N1E3HN MOTYT NMPMUBECTU NEPEOXNTAXKAEHNE, pa3INYHble
paccTponcTBa 3HAOKPUHHOM CUCTEMbI, BaKLUNHaLUKUK, TPaBMbl KOXXHOIo NOKpoBa
N nepenvBaHne KpoBU. B HEKOTOPbIX Crlydasax oTMeYvaeTcs HacneACTBEHHas
npeapacnonoXXeHHOCTb. Halle BCcero npu cknepoaepmmn ctpagaet koxa. OHa
CTaHOBUTCSA 6necTALWEeN U TOHKON.

MpakTuyeckn y Bcex 60MbHbIX BCTpevaeTca peHoMeH PeitHo (cnasm apTepuid
KUCTeW 1 cTon), cnabocTb, IMXopaZKa U noxyaeHue. B npouecce pa3sutus
3ab60sieBaHMe NOpaXKaeT BHYTPEHHUE opraHbl U CUCTEMBI.

[nsi neyeHnss UICNoNb3yrOT NpenapaThbl, YMeHbLUaoLWMe YNIOTHEHUS COCY0B,
bn3noTepanmio n NeYebHyr FrMMHACTUKY.

[eHeTMYecKune paKTopbl pUcka CUCTEMHOM
CK/1IepoaepMum

BapMaHTbI, nosbllWakoWne puck BapmaHTbI, CHWXatruine puck

leH BapuaHT [eHoTUN Bknapg leH BapuaHTt [eHoTUN Bknapg
HLA-DRA rs3129882 G/G = rs9275390 T/T

NOTCH4 rs443198 A/A HLA-DPA1 rs987870 A/A

SOX5 rs11047102 C/T = rs6457617 C/T

- rs9296015 G/G - rs11642873 A/C

= rs3129763 A/G = rs6901221 A/A

ZC3H10 rs11171747 G/T

GRB10 rs12540874 A/G
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Puckun

Ba3a/ibHOK/IETOYHbIN PaK KOXWU

CpefgHuin puck 25%

Baw puck 24.06%

Basannoma — 310 onyxosib, MeAIEHHO pacnpoCTPaHAOLWAACA B MOBEPXHOCTHOM
cnoe Koxun. OHa coctaBnseT 70—-75% cnyyaeB paka KOXu. Halue Bcero
o6Hapy>XuBaeTtcsa B Bo3pacTe nocse 50 neT, B 04EHb peaKux cryvyasax MoxeT
NOSABJIATLCA Y AeTeN U NOAPOCTKOB. Y MYXXUYMH U XEHLLNH BCTpeYaeTcs C
OMHAKOBOM 4YacToOTOM. [10 cTeneHn TAXKeCTU 3aHUMaeT NPOMEXYTOYHOe
NoNI0XKEeHMe MeXxay A06pOoKaYeCTBEHHbIMU U 3/10KAY€CTBEHHBIMWU OMNYXOJIIMMU.

OCHOBHbIe NMPUYNHbl BOBHUKHOBEHNA — AJIUTEJSIbHOE I'Ipe6bIBaHVIe Ha COJiHLe,
MOHN3UpyroLiee nasyvyeHune, BO34encTBue KaHLepOreHHbIX BELWECTB U
reHeTn4dyeckKasa rnpegpacriolioXXeHHOCTb. basannoma, kak npaBuJio, NoABIAETCA Ha
OTKPbITbIX KOXXHbIX MOKpOBax. N3nto6neHHbIMK MecTamMu JloKannsauunm
ABNAIKOTCA BEPXHAA ry6a, Yroniku rnas, Kpbijibd Hoca " HOCOFy6HbIe CKnagku.

HecMoTps Ha AOBOMIbHO 60/bLLIOE pa3HOO6pa3ne KINHUYECKUX HOopM,
6a3annoma 06bl4YHO BbIMMAANT KakK He60bLIOE AOBOSIbHO NAOTHOE
6e360/1e3HEHHOe 06pa3oBaHme (Y3e/10K), KOTOpOoe BO3BbILAETCHA Hajl YPOBHEM
KOXXW. 3aTeM OHO MOKpPbIBAETCSA KOPOYKOM U MOCTENEHHO, B TEYEHME HECKONIbKUX
MeCSALEB UN NET, pa3pacTaeTca U HaYMHAET KPOBOTOYMUTb, 06pa3ys s3Bbl.
YBenununpasicb B padmepax, 6asannoma paspyLlaet Haxogsawmecsa psaomM TKaHu
N MOXKET nopaxaTb y>Xe MblLLbl U KOCTU. Ecnn onyxonb 3aTparMBaeT HepB., TO
BO3HMKAaET Bblpa)eHHbIN 6071€BOV CUHAPOM.

CyLiecTByeT HECKOJIbKO CNOCO60B leyeHns 3Toro 3abonesanHus. Cpeam HUX:
NYYEBOW, XMPYPruyecKunit, KOMOUHUPOBAHHbIV (JIy4EBO U XUPYPrUYeCcKuin),
NeKapCTBEHHbIN (BO3AENCTBME MalblX 03 LMTOCTaTUYECKUX NpenapaTos),
KPUOIreHHbIN U NnasepHbIN.
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Puckun

[[eHeTnYyeckne hakTopbl pucka 6a3asibHOKNETOYHOIO
paKa KoXu

BapI/IaHTbI, nosblarOWne puck

leH

KRT5
LOC1053748
75
LINC-PINT
CASC15

FOXP1
TNS3

HLA-B
LOC1079843
63,TYR

SLC45A2
LOC1079869
52

BapuaHT

rs7335046
rs11170164
rs12210050

rs157935
rs2294214
rs10810657
rs2116709
rs7776701
rs1050529
rs1126809

rs9275642
rs61824911
rs11993814
rs141115006
rs35407
rs10093547

[eHoTUN

C/G
C/T
C/T

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

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

Bknag
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BapI/IaHTbI, CHWXaruwne puck

leH

IRF4

CDKN2B-AS1

LPP
FLACCT
TGM3

MC1R

RALY
TP53
CLPTM1L

BapuaHT

rs57244888
rs12203592
rs73635312

rs2776353
rs7874604
rs10425559
rs62291440
rs2080303

rs214785
rs73183643

rs1805007
rs4710154
rs7907606
rs6059655
rs78378222
rs421284

[eHoTUN

T/C
C/C
G/A

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

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

Bknapg,



Puckun

AHAporeHHas anoneuus

CpefHu puck 32.2%

Baw puck 29.39%

AHpOporeHHas anoneuns — 3To 3aboneBaHMe, KOTOPOE XapaKTepuayeTcsa
UCTOHYEHMEM U BbINajeHMeM BOJOC Ha rosiose. Cebile 95% Bcex criyvyaeB
06/bICEHNA MY)XXUYMH MPOUCXOAUT UMEHHO M3-3a 3TON 60Ne3HU. [JlaHHble Mo
4YacToTe ee NOoSABJIEHUS Y XXEHLNH 3HauYnTeNnbHO pacxogarca: oT 20% o 90% Bcex
CllyyaeB rnoTepu BOJIOC. ATO CBAA3AHO C MEHee 3aMeTHbIM N TpyaHee
AVNarHoCTUpyeMbIM NPOSABIIEHNEM 3TOI0 HapYLLUEHUSA Y XXEHCKOro nona.

MpuyYnHON pa3BUTUS 3a60/1eBaHMUA MOXET CTaTb FreHETUYECKUI paKTop —
BPOXXAEHHOE YKopoyeHue dasbl pocTa BOJIOC, KOrga OHM 6bICTPO UCTOLLAOTCS,
CTQHOBSATCS KOPOTKMMMU U BbiNaaatoT. TakyKe aHAPOreHHas anoneums MoXeT
6bITb Bbl3BaHa U3MEHEHMEM rOPMOHasIbHbIX NPOLLECCOB, B pe3ysibTaTe KOTOPOro
npoucxoaunT paspylueHue ponnukyna. NMepBbiM NPU3HAKOM 3TOW NaTONIOMMM
cuMTaeTcs Hannyme Ha rosloBe BOJIOC, Pas3inyaloLLMXCA MO AJIMHE U TOJLMHE.
3aTeM Ha CMeHy BbiMaBLUMM NOSABASOTCA Bce 60nee cnabble BONOCKUN A0 TeX
nop, NoKa BOJIOCSIHas JIyKOBMLA COBCEM He aTpodupyeTcs.

Y My>XYMH TaKue npoLecchbl HAYMHAKOTCA CO CTOPOHbI 16a U Ha TeMeHn. Co
BPEMEHEM 30Hbl 06J1bICEHNA MOCTENEHHO PaCLUMPAOTCA U CNMBAOTCSA B O4HY
3asIbICUHY. Y XKEHLLMH NoTeps BOJSIOC NMPOUCXOLAUT paBHOMEPHO MO BCEN rosioBe,
YyTb 60/blUe Ha MaKyLlKe. Yepes 10—12 neT TeyeHns 60/1e3HN YCTbA
$HoNINKYNOB 3apacTatoT COeaNHUTENIbHOM TKaHbIO U yXXe He MOryT NpOn3BoOgUTb
AaXke NyLWKOBble BOJOCHI.

JleyeHne BkNOYaeT J1IeKapCTBEHHYIO U J1Ta3epHYIO Teparnunun, a Takxxe
TpaHCnaaHTauunko COOBCTBEHHbIX BOJIOC.
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[eHeTMYecKmne paKTopbl pUcKa aHApPOreHHOM
anoneuuu

BapI/IaHTbI, nosblarOWne puck

leH

EBF1
FGF5

PAX3
LOC1079860
47

MKLN1

RUNX1
Clorf127
WNT10A

LRMDA

ZNF462
TEX41
IRF4
LINC00670

BBX

BapuaHT

rs1422798
rs7680591
rs2064251

rs13405699
rs77177529
rs16863765

rs6752754
rs9719620

rs68088846
rs7542354
rs7349332
rs12214131
rs11593840
rs7642536
rs12686549
rs10928235
rs12902958
rs12203592
rs72809171
rs29073
rs71421546
rs9846246

[eHoTUN

G/G
T/T
G/G

C/C
T/C
G/G

G/A
C/C

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

20

BapVIaHTbI, CHWXaruwne puck

leH

FAMS53B
LOC1053753
43

TCF12

SLC14A2
GORAB-
AS1,GORAB
BCL2

KLF15
FAF1
MEMO1

CENPW
ZHX3
LOC1053697
05,L0C10536
9704

BapuaHT

rs11684254
rs3781452
rs939963

rs11037975
rs12144907
rs7164914

rs8085664
rs11578119

rs7226979
rs985546
rs35892873
rs10888690
rs13021718
rs61784834
rs1704529
rs7976269
rs111668293
rs17833789
rs76972608
rs62146540
rs10843003
rs9398803
rs17265513
rs7974900

rs2256843
rs76067940

[eHoTUN

G/G
C/C
C/G

C/C
C/G
G/G

C/C
T/C

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

T/A
C/C

Puckun

Bknapg,



Puckun

[lcopuas

CpeaHui puck 1.82%

Baw puck 0.69%

MNcopnas — 3TO XpOHNYeCcKoe HeNHEKLMOHHOE 3aboeBaHu1e, nopaxatroLee
KOXy. BcTpeuaeTcs npumMmepHo Yy 2% HaceneHus. OaMHaKoBO pacrnpocTpaHeHo
cpeaun My>XUMH 1 XKEHLLMH pasHbIX BO3PACTHbIX KaTeropumn.

OcHOBHasi NpUYMHa BO3HMKHOBEHUS Ncopurasa HesicHa. CylllecTBeHHas posb
OTBOAUTCH HacNeACTBeHHbIM dakTopaM. Takxe NoAo3peBaeTcs BAUSHUE
NHMEKUNIA, aNKoross, CTPECCOB, MepeoxaXAeH s U MeXaHNYeCcKnX
noBpexXaeHuin Koxun. Hanbonee yactoe nNposiBfieHWe ncopnasa — cyxue,
KpacHble, NPUMNOAHSTbIE Haf, MOBEPXHOCTbIO KOXW MATHA, KOTOPble 06bIYHO
NOABNAOTCS Ha pa3rnbaTesibHbIX MOBEPXHOCTSAX CUMMETPUYHbIX Y4aCTKOB.

B 3aBMCMMOCTHM OT CTENEHN TAXKECTU PasBUTUS 3ab60IEBAHMS, B KAaYeCcTBe
NneYyeHuns NPUMEHSIIOT CMArvyaroLme CpeAcTBa, a Takxke ynbTpaduoneToBoe B-
nnun A-obny4yeHue.
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[eHeTMYecKMne paKTopbl pUcka ncopmasa

BapI/IaHTbI, noBbllarouine puck

leH

ETS1

TNFAIP3
EXOC2

CAVIN1
LOC1122679
68

IL13

ZMIZ1

STX1B
STAT2

LOC1053762
14

BapuaHT
rs11121129

rs3802826
rs7536201
rs4561177
rs582757
rs9504361

rs963986
rs2451258

rs1295685

rs1250546

rs7552167
rs12445568

rs2066819
rs10865331
rs10979182

[eHOoTUN
A/A

A/A
C/C
A/A
C/T
A/A

C/G
C/T

G/G

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

Bknap
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BapuaHTbI, CHUXatoLue puck

leH

LINCO02571,L
0C11226790
2

KCNH7
LINCO1185
TRAF3IP2-AS
1,TRAF3IP2
TNIP1

LOC1053710
82

RNF114
POLI
RPS6KA4
NOS2
ELMO1

DDX58
CARD14,SGS
H

QTRT1

BapuaHTt
rs4406273

rs9988642

rs6677595
rs17716942
rs62149416
rs33980500

rs2233278
rs4821124

rs367569

rs1056198
rs545979
rs645078
rs28998802
rs2700987
rs8016947

rs11795343
rs11652075

rs12188300
rs892085

[eHoTUN
G/G

C/T
C/C
C/T
C/T
C/C

G/G
T/T

C/T

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

C/T
C/T

A/A
A/G

Puckun

Bknap,



Puckun

Po3auea

CpeaHui puck 14%

Baw puck 2.13%

Po3aLea uim po3oBble Yrpy — XpOHMYECKOE 3a60/1eBaHNE KOXWN, OCHOBHbIM
NMPU3HAKOM KOTOPOro ABASETCA MNOABMNEHNE CTOMKMX Y4aCTKOB NOKPACHEHWS, U
obpasoBaHMe Ha nnue 6YyropkoB M Apyrux BbicbinaHuii. MHoraa npu posauea
NPOUCXOANT MOPaXKeHue rnas.

Posauea BcTpevaetca y 8—10% HaceneHnsa Bo BceM Mupe. bonesHb yalle
HabnroA4aeTCA Y XEHLLUWUH, HO Y MY)>KYMH BbICTpee 1 Yalle pasBuBaroTCs
OCJIOXXHEeHUs 3aboneBaHns. Po30Bbie yrpy BCTpPeYatoTCs NPENMYLLLECTBEHHO Y
CBEeTNOoKOXux ntogen B sospacte ot 40 go 50 ner.

B ocHOBe BO3HMKHOBEHUS M pasBUTUSA po3aLiea IEXUT U3SMEHEHUE TOHyca
MOBEPXHOCTHbIX COCYJOB KOXM NNLLA, KOTOPble 06YCNOBMIEHbI Pa3fINYHbIMU
BHELUHUMMU (CONHEYHbIEe MHCONSALMW, BO3AENCTBUE TEMa, X0/104a, YacTble
XMMWUYECKUE NMUNHIK, YyNOoTpe6neHne ankoros, ropsiunx HarnmTKoB, NPSIHOCTEN)
N BHYTPeHHUMM (HacneACcTBEHHAs NPeapacrnofloXXeHHOCTb, 3a60/1eBaHMS
NULLLEeBaApPUTENIbHOIO TPaKTa, AeATEeNbHOCTb Kielleit Demodex, MHhEeKUNOHHble
3a60/1eBaHUA KOXMW, IHAOKPUHHbIE 3a601eBAHNS, NATONIOrUSt UMMYHHOW
CUCTEMbI, COCYAUCTO-HEBPOTUYUECKME peaKkLunn) pakTopamum.

MockonbKy haKTopoB, NPOBOLMPYOLMX U YCYryONaroLLMX Te4eHne po3saLlea,
[0CTAaTOYHO MHOIO, METO/bl JIeYeHUs TakXKe pasHoo6pasHbl. [TpUMeHeHne ofHUX
CPeACTB HanpaB/ieHo B 60/bLUeN CTeNeHM Ha YMeHbLUEHME po3aliea Ha Nuue,
Apyrue npenapatbl U METOAbl UCMONb3YOTCH A5 EYEHUS CONYTCTBYHOLLMX
3a6051eBaHMIN HEPBHOWM CUCTEMbI U OPraHOB MULLEBAPEHMUSI.
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Puckun

[eHeTUYeckue haKTopbl pUCKa po3aLen

BapuaHTbI, noBbIWaroLwme puck BapuaHTbI, CHUXatoLue puck
leH BapuaHT [eHOTUN Bknap [eH BapuaHTt [eHOTUN Bknap,
PBX2 rs169504 A/A SLC45A2 rs16891982 G/G
- rs3132451 G/G HERC2 rs1129038 T/T
IRF4 rs12203592 Cc/C - rs62389423 G/A
- rs1269852 G/G - rs58843292 G/G
IL13 rs847 C/C
GPSM3 rs204991 T/T
HLA-DQB1 rs9274514 G/G
- rs535777 G/G
HLA-DPA1,HL rs56934772 T/T
A-DPB1
BAG6 rs3117583 A/A
GPANK1 rs3130618 c/C
- rs429916 Cc/C
GPANK1 rs3117579 G/G
- rs3130046 C/C
- rs3130621 T/T
LOC1079865 rs2187668 C/C
89,HLA-DQA1
NOTCH4 rs3134942 G/G
- rs9273369 T/T
- rs3129716 T/T
MICB rs3094005 G/G
ATP6V1G2-D rs2734583 A/A
DX39B,DDX39
B
ATP6V1G2-D rs9267488 A/A
DX39B,ATP6V
1G2
TAP2 rs60045856 T/T
- rs9276625 G/G
HLA-DMB rs77318243 T/T
ZDHHC20P2 rs4143333 A/A
MICA rs2523495 C/C
Cc2 rs1265905 A/A
CSNK2B rs9267531 A/A
PRRC2A rs3132450 A/A
C2 rs519417 G/G
SLC44A4 rs501942 Cc/C
BAG6 rs3132449 C/C
BAG6,APOM rs3117582 T/T
ABHD16A rs9267539 A/A
STK19 rs389884 A/A
- rs9267544 c/C
LY6GEF-LYEG rs9267549 G/G
6D,LY6G6F
- rs1265947 C/C
- rs9279411 AG/AG
LSM2 rs2763980 C/C
- rs144929896 A/A
- rs553414 A/A
LOC1053750 rs3101018 c/C
20
MSH5-SAPCD rs3132445 G/G
1,MSH5
CLIC1 rs3131383 G/G

= rs111234931 C/C
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MICB
BRD2

TSBP1-AS1
TSBP1-AS1,B
TNL2

HLA-DRA

TSBP1-AS1,T
SBP1

TNXB

ATF6B

VARS
SNHG32

rs59576053

rs73396802
rs3130614

rs76088152
rs1800628
rs2894254
rs3129956

rs3129843
rs3135394
rs7383481
rs9267986
rs9268235

rs433061
rs3130288
rs9267578
rs3130491
rs3130478
rs3130612

C/C
C/C
T/T
G/G
G/G
T/T
G/G

A/A
A/A
C/C
G/G
C/C

G/G
C/C
C/C
G/G
C/C
T/T

Puckun

-0.076%
-0.075%
-0.075%
-0.075%
-0.074%
-0.061%

-0.06%

-0.06%

-0.059%
-0.059%
-0.057%
-0.057%

-0.055%
-0.053%
-0.051%
-0.051%
-0.051%

-0.05%



Puckun

ATOonn4yeckunn gepmMmatuT

CpeaHui puck 16.3%

Baw puck 1.38%

ATonuyeckun gepMaTuUT pa3BUBaETCA NpU reHeTUYEeCKon
npeapacnonoXeHHocTn, B 15-20 % cnyyaeB BcTpevaeTcsa y geten,y 1-3 %y
B3pocCion nonynaunn. B cpegHeM y XKeHLWWH faHHoe 3aboneBaHne BCTpeYaeTcs
c yactoTtomn 16,3%, a y My>4nH — 10,6%.

Mpu aTonnyeckom aepmMaTuTe OpraHn3M C/IMWKOM aKTUBHO pearnpyeT Ha
annepreHbl. UMy MoryT 6bITb NblfibLia pacTEHU, LJOMALLHAS MNblSb, LUEPCTb
YXMBOTHbIX, MULLEBbIE NPOAYKTbI, 6bITOBasA XMMuUs. CHayana nosiBistoTCs CyXOCTb
N 3y KOXMU, 3aTEM — OTEK U KpacHble NATHA C pacnblBYaTbiMy rpaHunuamu. Mpu
pacyecbiBaHWUM NOBPEXAAETCA INUTENNA U BOZHUKAET ONPENocTb KoXu. Mpu
nonagaHumn nHdeKUMM NoABASKOTCS THOMHUYKM.

[lns neyeHnss UICNoNb3yroT NPOTUBOASIepruyeckne cpeacTea.

[eHeTUYecKmMe haKTopbl pUCKa aTONMUYECKOro
nepmaTuTa

BapI/IaHTbI, CHWXatlolue puck

leH BapwnaHTt [eHOoTUN Bknap
- rs61813875 C/C
STAT3 rs12951971 T/T
- rs7927894 C/T
rs13015714 T/T
rs7127307 C/C
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[Ipn3HaKu

MpusHak

[MTO03 BepxHero Beka

PacTsxku

CornHeyHble NeHTUro
MnepTpoduyeckue pybubl
MMMknposaHue
KenoungHble pybubl
doTocTapeHme Koxu

3arap u
YyBCTBUTENbHOCTb K UV-
N3y4YEeHNIo

KonuyectBo HeBycOB
YpoBeHb C-peakTUBHOIo

6enka

CepguHa

MpnaHaku

PesynbTar

He o6Hapy»XeHOo 3alLMTHOIro reHETUYECKOro BapuaHTa B
OTHOLLEHUN YMEPEHHOro NTO3a BEPXHEro BeKa

BbisiBNeH NOBbIWEHHbINA FEHETUYECKUIA PUCK PasBUTUS pacTaXKeK

BblisiBNeH BbICOKNIN FEHETUYECKNI PUCK Pa3BUTUSA CONTHEYHDbIX
JIEHTUTO Ha Nuue

BbiiBNeHa NpeapacnosioXXeHHOCTb K GOpMUPOBaHUIO MeHee
BblpaXXeHHbIX py6L0B

BbisiBneHa npefpacnosio)XeHHOCTb K MOBbILWEHHOMY YPOBHHO
KOHEYHbIX NPOAYKTOB NMUKUPOBaHUA B KOXe

He BbIiBNIEHO reHeTMYyeckn o6yCcnoBIEHHOroO p1UcKa
06pa3oBaHUs KenonaHbIX py6bLoB

BbisiBNneHa npeapacrnonoXXeHHOCTb K MOHUXEHHOMY PUCKY
obuiero GoToCTapeHUsa KOXHN

BbisiBrieHa npepacnonoXeHHOCTb K JOCTaTOYHOMY
bopMMpoBaHUIO NUFMeHTa B KOXe B OTBET Ha BO3JeNcTene
ynbTpaduoneTa u yMepeHHoM 3alLmTe OT NOBPEXAatoLwero
Aencteua UV-usnyyeHus

BbisiBneHa npeapacnosioXXeHHOCTb K HOpMaJZIbHOMY KOJIUYECTBY
HEBYCOB Ha KOXXe

BbiiBNeHa NpeapacnonoXXeHHOCTb K MOHUKEHMUIO YPOBHSA
C-peakTuBHOrO 6esika

JTon ¢ BalWMM reHOTUMNOM 06bIYHO HE CKJTIOHHbI K paHHeMY
rnocefeHuto
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MpnaHaku

[1TO3 BepxHero Beka

N36bITOYHast KOXa B 06/1aCT BEPXHEro BeKa U3BeCTHa KakK JiepMaToxansisanc u
06bI4HO BCTpeYaeTca y Ntofen cpegHero BospacTa. [N1o3 Beka 06bI4HO
npeAcTaBsieT CO60N KOCMETMYECKYO NPO61eMy, XOTS1 OH MOXKET BbI3blBaTb
MOTEPHO YaCTM NONA 3PEHUSA, pasaparKeHUe rnas uam BeK, a TakXKe rofloBHble
60,11 U3-3a Ype3MepPHOro Nogbema 6poBent ANs yBeIMYEHUS NoJst 3pEHUS.

[McTONOrMYeckme M3MeHeHMUs1 KOXKM Npu NTO3e BEPXHEro BeKa NoKasbiBatoT
BbIPa>X€HHYHO NOTEPO 31aCTUYECKMX BOMTOKOH M HapyLUeHMe opraHn3aumm
KOJITareHoBbIX BOSIOKOH, YTO CPABHUMO C U3MEHEHMUSIMU NPY CTapEHUN KOXU
nuua B LesnioM. Ha Bblpa)X€HHOCTb BO3PaCTHOMO OMNYLLEHNA BEPXHEro Beka
BNMSIOT KaK BHeLWHMe haKTopbl (KypeHue, YP-06nyyeHne), Tak U BHYTPEHHMUE,
BKJItOUYAs FEHETUKY.

BblABIeEHHble BapunaHTbl

leH BapuaHT Baw reHotun

DLGAP1 rs11876749 T/T
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MpnaHaku

PacTa)Xku

PacTsXKn — 9TO MU3MeHeHne KOXN, KOTOpOoe BO3HUKAET BCeaCTBUE
CTPEMUTEJIbHOIO PaCTAXEHUA KOXXU MNMpU Ha6ope BECa, Y XXeHLNH BO BpeEMA
6ep6MeHHOCTVI WUnn BO3AENUCTBUSA rOPMOHOB.

PacTs)XKK NOABNSAOTCA B BUAE KPACHbIX IMHUI Ha 0CO6EeHHO NoABEP>KEHHbIX
PaCTAXEHMIO yYacTKax KOXMW 1 Yallie BCEro BCTPEYaroTCs Ha OPIOLLIHOM MOJIOCTY,
rpyam, aroguuax u 6eapax, 3aTeM OHU CTAHOBATCA 6e/lbIMU U Manio3aMeTHbIMMU.
9TV NUHUK NpeAcTaBsAT cO60M WpaMbl AePMbl — FTy6OKOr0 C/I0si KOXW U
XapaKTepuayrTCs IMHENHO PacnosIOXXEHHbIMM NMyYKaMmn KonnareHa,
napanfieNibHO NOBEPXHOCTM KOXM C NOTepelt anacTuHa U hMO6poHeKTUHA.

Ha pa3BuTuMe pacTsKeK BAUSAKOT HEKOTOpPbIe BHYTPEHHME (PaKTopbl, BK/IKOYas
reHeTM4yecKume.

BbiABIEHHbIE BapunaHTbl

leH BapuaHT Baw reHoTun
= rs7787362 T/C
SRPX rs35318931 G/G
HMCN1 rs10798036 G/G
- rs7594220 A/G
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MpnaHaku

CosnHeYyHble NeHTuro

CONHEYHOE NTEHTUIO — 3TO YY4aCTOK KOXWN C UHTEHCUMBHOW NUrMeHTaLuen,
BO3HMKAMOLWNIA BCNeACcTBUE NTOKaNbHON NponndepaumMm MenaHoUUToB U
aKKyMynaLuun MenaHuHa B KneTkax Koxu (kepaTuHouuTax). Bctpevaetcs
JIOBOJIbHO 4YacTo, ocobeHHO cpeau noaen ctaplue 40 ner.

ConHeYHble NIEHTUIO — NNIOCKUE KOXKHbIE 3/IEMEHTbI, MOFYT UMETb OKPYIyHo,
OBasibHYHO UM HenpaBusbHyto Gopmy. LiBeT BapbupyeT OT TEMHO-KOPUYHEBOIO
[l10 YEPHOIO M 3aBUCUT OT LiBETA KOXU. B AMameTpe aneMeHTbl MOTyT AOCTUraTb
OT HECKOJIbKUX MUIJIMMETPOB [0 HECKOJIbKUX CaHTUMETPOB. Pacnonaratotcs
Yallle BCEro Ha yyacTKax KOXW, Haubosiee NoaBeP>KEHHbIX COTHEYHOMY
BO3/1eMCTBUIO — NINLIO, TblIbHAsi MOBEPXHOCTb NafioHei. CoONHEeYHbIe TIEHTUIo
[LOBOJIbHO NMPOCTO AMArHOCTUPOBATb, HO MHOTAa JIEHTUIO HenpaBubHON GopMbl
C/TOXHO OT/IMYUTb OT MESTAaHOMBbI.

COMHEeYHble IEHTUIO ABNAKTCA YaCTbIM MPOSIBNIEHNEM CTapPEeHNs KOXKMU.
CTapeHue KOXW ABNAETCA pe3y/ibTaTOM KaK BHYTPEHHMX, TaK U BHELLHUX
thakTOpOB. BHelHWe haKTopbl, TaKne Kak AIUTeNIbHOe BO3eNCTBMNE CONTHEYHbIX
Nnyyer, BHOCAT AOMOMHUTENbHbIN BK1ag B NpoLecc cTapeHus (hboTocTapeHue).
OpfHaKo, HECMOTPSI Ha OCHOBHYHO ponb Y®-nyyelt B npoLiecce poTocTapeHuss, ero
MHTEHCUBHOCTb TaK)XXe 3aBUCUT OT FreHETUKMU.

BbiABIeHHble BapunaHTbl

leH BapuaHT Baw reHotun
= rs9350204 c/C
- rs9358294 G/G
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MpnaHaku

MnepTpoduryeckme pybLbl

MnepTpoduryeckme pybubl — NaTONOrMYECKME WpPaMbl C HEAPKO Bblpa)XeHHbIM
BOCNanuTesibHbIM KOMMNOHEHTOM W HU3KOW arpeCcCUBHOCTbIO MHBa3UN.
M'MnepTpoduryeckme pybLbl MOryT 6biTb Bbl3BaHbl KOXXHOW TPaBMOM,
pasgpa)keHneMm, BK/IKo4asa yKYyC HaCeKOMbIX, 0XOr, Xupypruyeckume
BMeLlaTeNbCTBA, BaKUMHALMIO, MUPCUHT KOXW, akHE, ONNNKYNUT, BETPSAHYHO
OCMy M reprneTuyecKyto MHpeKUMIO.

MpyMeYaTenbHO, YTO NOBEPXHOCTHbIE TPABMbI, KOTOPbIE HE AOXOAAT A0
PETUKYNIAPHOW AePMbl, HUKOTia He Bbl3blBalOT rMnepTpoPuYeckoro pyobLeBaHus.
9TO roBOpUT O TOM, YTO rMNepTpoduyeckne pybLbl Bbi3BaHbl MOBPEXAEHNEM
3TOr0 C/I0S1 KOXW M NOCNeayoLWmMM abeppaHTHbIM 3aXXUBJIEHUEM pPaH, KOTopoe
XapaKTepuayeTcsl HEMpPepbIBHbIM U TMCTOJIONMYECKN NTOKANIM30BaHHbIM
BocnaneHneMm. B peaynbTate peTUKyNspHbIA Cnoin runepTpoduyeckmnx pyoLos
COAEPXMUT BOCManuTeNbHble KJIETKN, yBENIMYEHHOE KONTIMYECTBO (pM6p061acToB,
HOBOO6Pa30BaHHbIX KPOBEHOCHbIX COCY/Z10B U KOJ1areHOBbIX AEeMN03UTOB.

'MnepTpoduryeckme pybLbl 06bIYHO CTAHOBATCA 3aMETHbIMWU NPUMEPHO Yepes 3
MecsiLa rnocrsie TpaBMbl. 3TO CBA3AHO C TEM, YTO BOCMasieHNe PETUKYISPHON
AepMbl, KOTOpOe HaunHaeTCcs cpasy nocsie nepeBoHayasibHOM TpaBMbl,
npogosmKaeTca B fanbHenwwemM. bonee Toro, B criydae Xmpypruyeckux paH
NaumMeHTbl CK/TOHHbI OLIMO0YHO NoflaraTth, YTO CLUMTasA paHa OKOHYaTeIbHO
3a)Kusa Ha atane yganeHus WBoB. ITO NPOUCXOANUT MOTOMY, UYTO Yepes 7—14
AHeun rnocne onepaunu anngepMmnc pereHepupyeT 1 paHa 3akpbiBaeTCAa N He
KpoBoTouuT. OHaKO Ha 3TOW CTaguMun fepManbHas MaTpuLa BCe ellie Co3peBaetT,
N B PETUKYNIAPHOW AepMe MponcxXoanT BocnasieHme. Ecnm B 9TOT MOMEHT
PeTUKYNAPHbIN CNOWN NoABepraeTCcA BHELWHEN U BHYTPEHHEN CTUMYNALUN,
BOCMasieHme He ocnabeBaeT M BMECTO 3TOro CTaHOBUTCSA Bce 6onee
BbIPa)XEHHbIM. 3TO NPOBOLMPYET 06pa3oBaHMe NaToIOrMYECKMX LLIPaMOB,
KOTOpble B KOHEYHOM UTOre CTaHOBATCA BUAMMbIMU Yepes HECKOJIbKO MecALEeB
nocre onepauymn. NHTEHCUBHOCTb, YacToTa U NPOAO/IHKUTENbHOCTb CTUMYJIOB
onpefenstoT, Kak 6bICTPO NOABAAKOTCA WPaMbl, HanpaBfeHNe n CKOPOCTb pPOCTa,
a TakXe BbICOTY py6ua.
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MpnaHaku

CTUMy”bl, KOTOPbIEe BAUAIOT HA XapaKTEPUCTUKU U KOSIUYECTBO
rmnepTpodmryeckmx pybLIOB, BKHOYAKOT B Ce651 MHOYKECTBO MECTHbIX, CUCTEMHbIX
N reHeTnYeckux dhakTopoB. MpegnonaraeTcs, YTO KIMHUYECKUE Pas3INymns MeXay
Kenouaamu u runeptpodnyecknmm pybLamMmm oTpaxkatoT BapuabenbHOCTb
MHTEHCMBHOCTM, YaCTOTbl U MPOAOMKUTENTbHOCTU BOCMNANIEHNsI PETUKYIAPHOW

AepMbl.

BbisBNEeHHble BapPWUaHTbI

leH BapuaHT Baw reHoTun

CSMD1 rs11136645 T/C
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MpnaHaku

[ NMKnpoBaHue

OpraHu3aMm MCMonb3yeT roKO3Y Kak OCHOBHOW UCTOYHMK TonnmBa. Ecnu
FNOKO3a He MeTabonn3npyeTcst 4OMKHbIM 06pa3oM, Kak, Harnpumep, Npu
caxapHOM AnabeTe, 3anycKaeTcsl NPOLeCcC MMUKUPoOBaHUA — HeepMeEHTATUBHOIO
npucoeanHeHns Monekysbl caxapa (FoKo3bl nn hpyKTo3bl) K 6Ky Uau
nmnuay.

B KoXXe 3TOT NPOLECC NPOUCXOAUT CNeayHLLMM 06pa3oM: [oKo3a CBSI3blBaeT
KOMareH 1 BO/IOKHa 3/1aCcTMHa, 06pasysi C HUMU NPOYHYHO CBA3b M hopMUpYS TaK
Ha3blBaeMble KOHEYHble NPOAYKTbl FNKMPOBaHUS. 3TO NPUBOAUT K
CTPYKTYPHbIM U PYHKLIMOHANbHbBIM U3MEHEHUAM TKaHER, YTO BbipaXxaeTcs B
NOAABNIEHUN MOPLLIMH, CYyXOCTU M APAGIOCTU KOXMW. NoKasaHo, YTo 3TOT npoLiecc
60/1ee YCKOPEHHO NPOTEKaeT C BO3PacTOM, HapyLLasi CO BpEMEHEM CMOCO6HOCTb
KOXW K pereHepauuu.

KonnyecTBo KOHEYHbIX MPOAYKTOB MMNKUPOBAHUSA B KOXKE MOXHO KOCBEHHO
OLIEHMTb MO (IyopeCLEHL MM KOXU. Ha 3Ty CNOCOBHOCTb, @ 3HAUYUT M Ha
o6pasoBaHue NPoAyKTOB MMMKUPOBaHUS, BINSAET MHOXECTBO (haKTOpOB:
BO3pacT, Macca Tena, ypoBeHb MMKUPOBAHHOIO reMOrfIo6MHa, KYpeHUe, a Takxe
reHeTuka.

BbisBNEeHHble BapPWUaHTbI

leH BapuaHT Baw reHoTun

- rs4921914 T/C

33



MpnaHaku

KenougHbie pybubl

KenounaHbi pybew, — aTo hunbpononmdpepaTtnBHoe paspacTaHme AepMbl B
pe3ynbTaTe HapyLLUeHUs NpoLiecca 3aXKuBrieHus paH. O6blYHOe 3a)KUBMIEHNE pPaH
BKJIFOYAET B cebs1 TOHKUI 6anaHc Mexxay 60/1blIMM KOJIMYECTBOM
B3aMMOAENCTBYHOLMX FEHOB 1 MONEKY/. B HopMe B npoLecce 3aXKMBEHUS KOXMU
eCcTb Tpu dasbl: BocnanuTenbHas, nponndepatMBHas 1 asa co3peBaHus pybua.
Kenona MoxxeT copmMuMpoBaTbCA Npy Ype3MEPHOM HaAKOMJIEHUM 6ENKOB
BHEKJIETOYHOIro MaTpu1Kca BO BpeMsi (ha3bl CO3peBaHuS.

KenouaHbll pybel NpeacTaBiseT co60M Wpam, KOTOpbIA pacTeT
6e30CTaHOBOYHO M MHBA3UBHO, BbIXOAA 3a NpeAesibl UCXOAHOW paHbl.
O6pa3sytoTcs Yalle Bcero B ny6epTaTHOM BO3PaCTe, Y XKEHLMH pUCK
yBENMYMBAOTCA BO BpeMsi 6epeMeHHOCTH, OAHAKO MOTYT yMeHbLUaTbCA B
pasmepax rnocsie MeHonaysbl. 3TO CBUAETENbCTBYET O BINSTHAM TOPMOHOB Ha
BO3HUKHOBEHME KENONAHbIX PyoLOB.

NMoMMMO 3TOro, NoKasaHo BAUsIHME TaKMX (haKTOPOB, KaK PacTs)KeHUe,
TpaBMaTu3aumsa wpama n uHpekuus. CemeliHble criydaun U pacnpocTPaHEHHOCTb
Kenouaa y 6IM3HeL0B TakxKe NoATBEPXKAAOT UAE reHeTUYECKO
BOCMNPUUMYUYNBOCTU K KENOUAHbIM pybLam. B HacTosiLee BpeMs npeanonaraetcs
ayTOCOMHO-AOMMWHAHTHbI TUM Hac/eoBaHNSA C HEMOJTHON NEHETPaHTHOCTbLIO U
BapbU PYIOLLENCS SKCNPECCUBHOCTbHO.

BbiABIeHHble BapUnaHTbl

leH BapuaHTt Baw reHotun
= rs873549 T/C
- rs1511412 G/G
BPESC1 rs940187 T/C
NEDD4 rs8032158 T/C
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MpnaHaku

doTocTapeHmne KoXu

doTocTapeHne KoXu — 3To GeHOTUMN CyXON, UICTOHYEHHOWN, TYCKJTOM KOXMU C
MHOXXeCTBOM MopLuuMH. OCHOBHOM (hakTop, cnocobCTByOWMIN HOTOCTApEHUIO
KOXXW, — COJTHEYHOE U3Ny4YeHne, KOTOPoe NPUBOAUT K UBMEHEHUAM Kak
anNuAaepMasibHOro Csi0sl KOXW, Tak U iepMbl.

MexaHu13Mbl, sieXkallme B OCHOBE 9TUX U3MEHEHUI, 10 KOHLA He N3YYeHbl.
lNokasaHo, YTO BANAHUE YNIbTpadUoneToBbIX NyYyen MHAYLUMpyeT obpasoBaHne
aKTUBHbIX GOPM KMCNOPOAA, YTO HaANPAMYK U ONOCPeAOBaHHO HapyLuaeT
cTpykTypy AHK, npuBoguT K notepe hyHKLUMN KIETOK KOXMW, HapyLlaeT MEeCTHbIN
UMMYHUTET, NOTEHUMpPYET AEeNCTBME MAaTPUYHbIX MEeTaNIoNPoOTENHAs, YTO
CMOCOO6CTBYET AerpagaLmu KonnareHa u UHrMbupoBaHUKo NpokonnareHa. Bee ato
BblpaXkaeTcs TeEMN N3MEHEHUSAMW, KOTOPbIe XapaKTepHbl AJ15 CTaperoLLen KOXMU.

YnbTpacduronetoBoe U3niydeHne TakKe MHAYLUPYET aHrMoreHes Yyepes
aKTUBaLMIO BacKyNAPHOro aHAoTeNnmanbHoro aktopa pocta. OHaKo 3Tu
HOBble cocyabl 06/1a4atoT BbICOKOM NPOHMULI@EMOCTbIO, YTO NMPUBOANT K KOXXHOMY
BOCManeHuto, 6narogaps BbiIxody M3 KPOBEHOCHOIO pycfa Takux
BOCMaNUTENbHbIN MEANATOPOB, KaK MHTEPNENKNH-8. DTO YCKOPSIET pa3pyLleHne
BHEKJIETOYHOIro MaTpuKca 1 fanee yMeHblUaeT KPOBOCHAGXEHME KOXMN B LIESTOM.
OnucaHHasa nocneaoBaTe/lbHOCTb U3SMEHEHUIN MPUBOAMUT K HELOCTAaTOYHOMY
MUTaAHUIO KOXMU, €€ NOTYCKHEHMIO U CYXOCTW.

[MokasaHo, YTO Ha UHTEHCUBHOCTb CTapeHMUs! KOXKMN BIIUSIIOT U BHYTPEHHUE
thakTopbl, TaKMe Kak BO3pacT, FOPMOHbI, XpOHUYeCKMe 3ab60/IeBaHNUS U FreHeTuKa.

BbissBNeHHble BapWnaHTbl

leH BapuaHT Baw reHoTun

LOC105374069 rs322458 T/T
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MpnaHaku

3arap n 4yyBctBuUTeNIbHOCTb K UV-
N3NYy4YEeHUIo

[MurmMeHTaumnsa KOXn — aTo I'IpI/ICI'IOCO6VITeJ'IbeIl7I MeXaH13M, NO3BOJIMBLLUI
yesioBeKY afAanTnupoBaTbCA K noBpeXxagarowemy BO34ENCTBUIO
yJ'IpraCI)VIOJ'IETOBOI'O n3ny4vyeHunsd, 3allmLlas cebs OT CONTHEYHbIX 0XOroB.
OCHOBHbIM UCTOYHUKOM NMUIMEHTaL MK YenioBeKa ABNSAETCA MeNaHuH,
CMHTe3MpyeMbIVI BHYTPU M€J1TaHOCOM B MeJlaHOoUUTaxX.

CyliecTByeT Ba OCHOBHbIX TUNa MenaHuHa: peomMenaHuH (KpacHblii unu
XENTbIN) N 3yMeNnaHunH (Y4epHbI NN KopuyHeBbln). PeHoTUN 3arapa B
CcoYeTaHuu C LIBETOM BOJIOC, LIBETOM KOXXU U LLIBETOM rnas, NpeAcTaBisieT coO60M
BUAMMbIA DEHOTMN NUrMEHTaLUN.

3arap sBnsietcs GM3M0NOrMYECKUM OTBETOM Ha ynbTpaduonetoroe (YO)
N3ny4eHune conHeyHoro ceeta. YP-06nyyeHne yBenmyunBaeT Npon3BoACcTBO
SymMenaHunHa B NOMbITKE 3alWMTUTb KOXXY OT AasIbHENLLIEro NOBPEXAEHWS.
YyBCTBUTENBHOCTL K YD-U3NYYEHNIO KOXKM MOXET BapbMpoBaTbCS B
3aBMCMMOCTM OT y4acTKa U TUNa KOXXM YenoBeka.

Cnoco6HOCTb K ageKkBaTHOMY CUHTE3Y NMUIrMeHTa B KO>XXe BO MHOITomM
npeponpeaneneHa reHeTn4eCcku.
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MpnaHaku

BbisiBNEeHHble BapUaHTbI

leH BapuaHTt Baw reHoTun
LOC105374875 rs12210050 T/C
GRM5 rs10831496 A/A
HERC2 rs12913832 G/G
IRF4 rs12203592 C/C
= rs966321 T/G
SLC45A2 rs28777 A/A
CDK10 rs258322 A/G
OCA2 rs7495174 A/A
LOC107984363, TYR rs1393350 A/G
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MpnaHaku

KosinyecTtBo HEBYCOB

HeByc (poanHka) — go6pokayecTBEHHOE 06pa3oBaHMe KOXU, MpeacTaBNeHHOe
rPYNnon HEBYCHbIX KIETOK, COAEPXXALLMX B 60/IbLLIOM KOJIMYECTBE MUIMEHT
MenaHuH. HeBychbl paznuyatoTtcs no Gpopme, pasmepy, LBETY U Konu4yecTsy. B
60NbLUMHCTBE C/lyYaeB 3TO CUMMETPUYHbIE 06pa30BaHNSi MeHee 6 MM B
AMaMeTpe, OKPYrioi unun oBasnbHon GopMbl, C POBHO MOBEPXHOCTbLIO.

HeBychbl Yallie 06pa3ytoTcsi Ha yyacTKax, 6oee NoABEPXKEHHbIX BIUAHUIO
COJIHEYHOr 0 U3MyYEeHUS — IPYy/ib, BEPXHME U HUXKHNE KOHEUYHOCTH, ropasfio pexe
Ha JTafOHSIX, CTYMHSX U HOFTEBOM JoXKe. Y NPUGAN3UTENIbHO TPETU AETEN U
B3POC/bIX HEBYCbI pacnosiaratoTCsl Ha CKasbne, YTO CYMTAeTCA MapKepoMm
60/1bLLIEr0 KONMYECTBA HEBYCOB Ha KOXe B LieSIoM. He cMOTps Ha To, 4To Mo
onpeneneHunto HeBYCbI ABASOTCS 06pOKaYeCcTBEHHbIMY 06pa3oBaHUAMMU,
HEKOTOpble U3 HUX CO BPEMEHEM MOTYT CTaTb 3/lI0Ka4YeCTBeHHbIMU. JTroam ¢
60/IbLLIMM KONMMYECTBOM POAMHOK Ha KOXXE BXOASIT B FPYnny NOBbILEHHOIO puUcKa
Pa3BUTUA MeNTaHOMbI U AOJHKHbI n36eraTb Ype3MepPHOro BANSHUS CONHEYHbIX
ny4yen, a TakxKe NepuoanYecKn NpoxoanTb AepMaTocKonnyeckoe obcriegoBaHme.

HeBycbl 6b1BatoT BPOXAEHHBIMU U MPUOBGPETEHHbIMWU. BpoXKAeHHble HEBYChI
BO3HMKAKOT BCNeACTBUE SMOPUOHANBHOIrO POCTa, FeHETUYECKUX OCOBEHHOCTEN, a
TaK)Xe COCTOSIHUA 340POBbs MaTEPU: HaNMune ropMOHaNbHbIX HApPYLUEHUN,
nHdekumnmM MoyenonioBoro TpakTa. Ha o6pasoBaHune HEBYCOB C BO3pacToM, a
TaK)Xe Ha UX KOJINYECTBO, BAIUAIOT CTEMEHb NOABEPXKEHHOCTH
yNbTpaduoneToBOMY U3NYYEHUIO, B TOM UYNCIE UCKYCCTBEHHOMY (Consipuit),
theHoTUNNYeckmne 0cCo6eHHOCTH (TFOAMN CO CBETIION KOXEN CKNOHHbI UMETb
60/blUee KOJIMYECTBO HEBYCOB), TEPMUYECKME OXOIU U Apyrue TpaBMbl KOXH,
ropMOHasibHble HapyLeHWs, Hanuumne Taknux 3aboneBaHNin Kak TOKCUYECKUI
anuAaepManbHbIi HEKPONN3 U B6YNNIE3HbIN ANMAEPMON3, @ TaKXe
HacneACTBEHHOCTb.
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MpnaHaku

BbisiBNEeHHble BapUaHTbI

leH BapuaHTt Baw reHoTun
LOC107987026 rs4636294 A/G
PLA2G6 rs2284063 G/G
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MpnaHaku

YpoBeHb C-peakTUBHOro 6enka

TecT BblABMN y Bac BapuaHTbl B reHax |IL6, CRP n HNF1A, koTopble
yKa3biBatoT Ha BEPOATHOCTb MOHM)KEHHOIO YPOBHSI C-peakTMBHOIO 6enkKa.
[lna Bac NOHUXEHHbIe NoKasaTenn MoryT 6bITb HOPMOW.

C-peakTuBHbI 6enok (CRP) — 6enok, KOTopblii CUHTE3UPYeTCs B NeYEHU B OTBET
Ha BocnaneHue. YposeHb CRP 6bICTpO yBennyMBaeTCAa B OTBET Ha TPaBMY U
NHDEKLMN U CHUXKAETCA NO Mepe CTUXaHWUs aTux npoueccos. Mpu
BOCMNanuTesibHbIX Npoueccax KoHueHTpauus CRP B nnasme KpoBU OTKITIOHAETCSA
KaK MMHUMYM Ha 25%, a HeKOTopble MHGEKLMM CNOCO6HbI MOBbIWATb ero
YPOBEHb B TbICAYY pas.

BbiABIeEHHble BapunaHTbl

leH BapuaHT Baw reHoTun
HNF1A rs7310409 G/G
- rs3093059 A/A
- rs2097677 G/G
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MpnaHaku

CeaunHa

TecT He onpepenun y Bac BapuaHT reHa IRF4. Y nrogen ¢ Bawmm
FeHOTUNOM O6bIYHO BONIOCHI CEAE0T MO3XKEe N MEHEE NHTEHCUBHO.

XO0Tsl cefiHa 1 accoLUMMpyeTCsl CO CTAapOCTbHO, CEpeBPUCTbIE BOJTOCHI
BCTPEYaloTCA M Y MOMOAbIX NIKOAEN, a B peAKuUX cnydaax gaxe y aetei. Moatomy
BbIAENAOT TPY BUAa nocefeHus: pusnonornyeckoe (BospacTHoe),
npexaeespeMeHHoe (HacTynatoliee B MOIOJIOM BO3pacTe) U BPOXKAEHHOe
(cBsAA3aHHOE C HacNeACTBEHHbIM OTCYTCTBMEM MUTMeEHTa B BOOCaAX).

BbisBNEeHHble BapWnaHTbI

leH BapuaHTt Baw reHoTun

IRF4 rs12203592 C/C
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Pucku

HasBaHune Baw CpegHun puck  OTHocuTenbHbl  CpaBHEHMe Co
puCK N puck cpeaHuMm

3HAOMETpPMO3 1.18% 1% +0.18%

Tpom603 rnyb60oKnxX BEH U 0.12% 0.1% +0.015%

TPOM603M60ONA NTEroYHOM

apTepum

HasBaHue Baw CpegHun puck  OTHOcuTenbHbl CpaBHEHME CO
puck N puck cpegHuUm

Mpeaknamncus 4.48% 3.8% +0.68%

BHyTpuneyeHoYHbIN XxonecTtas 0.51% 0.62% 0.82x -0.11%

6epeMeHHbIX

HasBaHue Baw CpegHun puck  OTHocuTenbHbl CpaBHEHME CO

puck N puck cpegHum
CVHAPOM NOSIMKNCTO3HbIX 5.22% 6% 0.87x -0.78%
ANYHUKOB
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JHOOMETPUO3

CpeaHui puck 1%

Baw puck 1.18%

SHAOMETPUO3 — 3TO FOPMOHASIbHO 3aBUCUMOE 3a60eBaHMe, NPY KOTOPOM
KNETKWN BHYTPEHHEW C/IM3UCTON 060J104KM MOSTIOCTM MaTKN 6ECKOHTPOJIbHO
JleNsATCA M pa3pacTaroTcs 3a npefenbl 3HAOMETPUS B Ta30BYH YacTb GPHOLLUHDI,
AVYHUKM U ApYrue opraHbi.

3aboneBaHune BCTpPeYaeTCs Yalle BCero Yy XXeHLWMH pernpoayKTMBHOIo BO3pacTa,
ocobeHHO B Bo3pacTe 25—-30 net. PacnpocTpaHeHHOCTb cocTaBnseT 1%.

Hanb6onee yacTbiMy CUMNTOMaMu SABNISAKOTCA 6011 BHU3Y XXUBOTA, @ TaKXe
yBe/IMYeHMe NPoAOIKUTENNbHOCTU MEHCTPYasibHbIX KPOBOTEYEHUIN U 06beMa
KpoBonoTepu. Bo3aMOXHO nosiBfieHne guckoMmdopTa U 601€eBbIX OLLYLLEHWIA BO
BpeMsl NOJSIOBOro aKTa, MpU ONOPOXKHEHMU KULLEYHUKA U MOYEBOTrO My3bIpsi.
OHAOMETPUO3 YaCTO CTAHOBUTCH NPUUYNHOM XXEHCKOro 6ecrnnoaus.

[nsa nevyeHns NPUMEHSIIOT XMPYPruyeckoe BMeLLaTeIbCTBO U MeAUKAMEHTO3HYHO
Tepanuio.

[eHbl, yyacTBytoLWNE B POPMUPOBAHMM XXEHCKOWN penpoayKTUBHON CUCTEMDI,
BINSIIOT HAa PUCK pasBUTUSI SHAOMETPMO3a.

Hanbonee nsyyeHHbiM aBnsetca reH WNT4. [lokasaHo, YTO OH BANSIET Ha
npoLecc pasBUTUA XXEHCKUX PENPOAYKTUBHbIX OPraHoB, MNOYeK U HEKOTOPbIX
rOpMOH-Npoayumnpyrowmx xxenes. benok, kotopbin kogupyet reH WNT4,
perynupyeT o6pa3oBaHue MionnepoBa NpoToka — CTPYKTYpbl SMOPUOHa,
KOTOpas B ganbHenweM pasBuBaeTcs B pannonnesbl Tpybbl, BEPXHUIA CBOS
BRaranuia, Wewky MaTku n camy matky. C MOMeHTa poXAeHust 3TOT 6enoK
TakK)Xe NpMHUMaeT yyacTue B pa3BUTUN ANYHUKOB.

®yHkuma reHoB GREBT, ID4, VEZT n CDKN2B-AS, KoTopble TakXe nokasasnun CBsA3b
C PUCKOM pasBUTUA IHLOMETPMO3a, A0 KOHLA He U3y4yeHa.

44



0000000 0RRRRRRRRRRRRRRRRORR RN RO RRRORRRRRRORRRR RO ROREORRRRRRRORR RO ORRRORRORRRORRRRORS
00000 RRRRRRRRRRRRRRRRRRRRRRROR RN RO R RRRERRRRRRRRR RO RORR RO RN RRRRRRRRRRRRRRRR RS

Jesssseeseee
PUCKM |eee0000000e

[eHeTM4YecKune hakTopbl pUcKa aHAOMETPMNO3a

BapI/IaHTbI, noBbllarouine puck

leH BapuaHT [eHOTUN

- rs1537377 c/C

- rs12700667 A/A

Bknap
0.14%

0.06%
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BapuaHTbI, CHUXatoLue puck

[eH BapuaHTt [eHOTUN Bknapg
LOC1005068 rs7739264 C/T

85

GREB1 rs13394619 A/G
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TpoM603 rny60Knx BEH U
TPOM6H603IM60/IUA NEro4YHOM apTepun

CpeaHun puck 0.1%

Baw puck 0.12%

MoHATNE «BEHO3HbIN TPOMO603M6O0/IM3M» BKJIHOYAET B cebs Ba TECHO CBSA3aHHbIX
3abos1ieBaHUNA: TPOMH03 rNy6OKMX BEH U TPOMOHOIMOONMIO NNErOYHON apTepum
(T3NA). TpoM603 rny6okux BeH — 3a6oneBaHMe, KOTOPOE XxapaKTepusyeTcst
obpa3oBaHMeM TPOM6GOB B BeHax (Yallle BCEro — BeHax Hor 1 Ta3a).
TpoM603M60/INA NErOYHOM apTepMn — 3aKyrnopKa NEro4YHoOn apTepumn unm eé
BeTBeN TpOMbGaMM.

PacnpocTpaHeHHOCTb BEHO3HOIO TPOM603M60/IM3Ma Y MY)XXUYUH COCTaBAET
0,104%, y »eHwwuH — 0,104%. NMopsiaka 80% BEHO3HbIX TPOMO0O3IMOONMI
accouMmMpoBaHO C TPOM6030M FNY6OKUX BEH HOT, ocTanbHble 20% NpeacTaBnstoT
aM60MI0 Manoro Kpyra KpoBoobpalleHus. PUCK pasBUTUA Takom aM601um
BblLLE Y XXEHLWMH B 1-M TpMecTpe 6epeMeHHOCTH.

Ha puck pasButus BEeHO3HOM TPOMO03IMOOINN BAMAIOT KaK BHELLHUE, TaK U
BHYTpPeHHUe pakTopbl. BepoATHOCTb TPOMOBOIMOONINYECKUX OCIOXXHEHUI MOTYT
yBenMuYMBaTb reHeTU4Yeckne oCoOH6EHHOCTU, BUSIOLLME HA CUCTEMY CBEPTbIBaHUS
KpoBu — JlengeHoBcKasa MyTauus, onpegeneHHble BapuaHTtbl reHoB ABO, F11, F2,
FGG, F8, SLC44A2 n PROCR. BOnbLUMHCTBO 9TUX FrEHOB KOAMPYET paKTopbl,
yyacTBYHOLLME B KacKae CBEPTbIBaHUS KPOBU, U HapyLLEHNE paboTbl 3TUX
dhakTOpOoB NpMBeAeT K UBMEHEHUIO CBONCTB KPOBM.

TpOM603 Fﬂy6OKVIX BEH BO3HUWKAET, KOrga rpouecc cBepTbiBaHNA KPOBU
Ha4YMHaeTCA He NnocJie noBpexxageHna nian paHeHUd, a B 06bIYHbIX ycnoBuax npu
COXpaHeHHOﬁ LLeJIOCTHOCTHU COCWJ,MCTOVI CTeHKUN. Knaccuyeckune npmsHaku
TpOM6OBa FJ'Iy60KVIX BEH — OTeKMN, 6011 n NMOKpaCHeEHUA NMopa>KeHHoro y4yacTtka.

TpoM603MOB0NIO TErOYHOM apTepuMKM Yalle BCero Bbi3blBatOT CBOOOAHO
pacnoJsio)XeHHble B BEHAX HOI TPOMObI, NPUKPENJIEHHblE K CTEHKE TOJIbKO OA4HOW
CTOpoHOW. Takne TpOM6bI NErko OTPbIBAKOTCA U C MOTOKOM KPOBU Yepes npaBble
OTAesNbl cepAua nonagaroT B JIEFOYHYIO apTeputo, 3aKpbiBas €€ NpocBeT.
TpoM603M60/INA NErOYHOM apTepun NPOTEKAET C NOBbILWEHNEM TeMnepaTypbl
Tena o 37°C n kawnem. Takxe MOXXeT BO3HMKATb OfblllKa, TaxXnkapans,
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Jjescssssssee
PUCKN |ge000000000

O6MOpOKVI N CHMXKEHUE apTepnasibHOro gaBieHus.

[ns neyeHuns o6oux 3abosieBaHUM UCMONb3yeTc MeaMKaMeHTO3Has Tepanus. B
HEeKOTOPbIX C/ly4asix Npyu TPOM603e rNy60KMX BEH B MHAMBUAYaIbHOM MOpsiiKe
peluaeTcs Bornpoc 06 ycTaHoBKe KaBa-puibTpoB.

[eHeTMYecKune hakTopbl pucka TpoM603a FNyeoKmX
BEH U TPOMBO3IMOOTUN NIEFOYHON apTepun

BapuvaHThbI, NoBbILIatoLLNe PUCK

leH BapuaHT leHoTUN Bknapg
F11-AS1 rs4444878 A/A

SLC44A2 rs9797861 T/T

MMP24-AS1- rs34234989 -/A

EDEM2,PROC

R
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BapunaHTbl, CHMXatoWwme puck

leH BapwuaHT leHoTUN Bknag
= rs7654093 A/A
F5 rs6025 C/C
F2 rs1799963 G/G
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[lpesknamMmncus

CpefHu puck 3.8%

Baw puck 4.48%

Mpeaknammncusa — onacHoe OCIOXHEHNE NPN 6EPEMEHHOCTU, CBA3aHHOE C
MOBbILEHNEM apTePUanbHOro AaBNeHUs, 3a4ePXKKON XXNAKOCTU B OpraHnu3mMe u
HapyLLUeHMeM paboTbl MNOYeEK.

Cpeayn 6epeMeHHbIX XEHLLWH pacnpocTpaHeHHOCTb cocTaBnseT 3,8%. OCHOBHOM
NPUYNHON BOSHUKHOBEHWS OCJTIOXXHEHUSA CYUTAETCA HEAOCTAaTOYHOCTb
KPOBOCHabXeHMWs NnaLeHTbl, BbidBaHHas crasMamMun apTepuin MaTKu.

Mpaknamncusa B cpefHeM BO3HMKAET MNocse ABagLuaTon Heaenv 6epeMeHHOCTY U
COMPOBOXAAeTCsl TaKUMU CUMNTOMaMM, Kak roJloBHas 60/1b, pe3Koe yBenmyeHne
MaccCbl Tena, HapyLleHue 3peHus («MyLLKWU» Nepej rnasamu), oteku u 6onb B
XuBoTe. TakTUKa BefleHUsi 6epeMeHHbIX C NpeaKiaMncuen 3akovaeTcs B
CPOYHOM CHUXEHUW faBfieHUsi U POoAOpa3peLLeHNUM NyTeM KecapeBa CelyeHus
NpMMepHo Yepe3 6—8 YacoB Nocse CTabuIM3aLumn COCTOSHUS.

eHeTUYeCcKUn BKIag Npeaknamncum BoO MHOrom o6ycnoBsieH nosiMmMopprMsMom
reHa FLT1, koTopbi kKogupyeT 6enok sFlt1 nnm peuentop aHAOTENMANbHOIO
cocyancToro gakrtopa pocta-1 (VEGF-R1). BaxkHenwwen hyHKUMeN 3TOro 6enka
ABNAETCA y4acTue B npoLeccax aHrmoreHesa B rniaweHTe.

Y )KeHLWMH C npeaksiaMncuen B NnaueHTe Habntopgaetca runepakcnpeccus FLT1.
CunTtaeTtcs, 4To UmMpkynupytowmi sFlt1 cBasbiBaeT COCyaUCTbIN

sHAoTennanbHbln pakTop pocta (VEGF) n nnaueHTapHbIi dpakTop pocta (PLGF),
NpenaTCTBYA TEM CaMbIM MpoLeccam Basopeniakcaunm n passuTULO M’MNepTOHUMN.

[eHeTn4YecKkune hakTopbl pUcKa NpeakaamMncum

BapMaHTbLHOBbﬂuaKnuMepMCK

leH BapuaHTt [eHoTun Bknapg
rs4769613 C/C
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BHYyTpMnNneyeHOYHbIN X0siecTas

6epeMeHHbIX
CpeaHun puck 0.62%
Baw puck 0.51%

BHyTpMneyeHoYHbI X0NnecTas 6epeMeHHbIX — 3TO 3a60n1eBaHUE, NPU KOTOPOM Y
6epeMeHHbIX XXEHLUUH B KPOBU HaKamn/IMBaroTCA COMMN XKeNYHbIX KUCNOT.

PacnpocTtpaHeHHOCTb cocTasnseT 0,62%.

3aboneBaHne MOXXET pa3BUTbCA Ha NOHOM CpoKe BEPEMEHHOCTH, HO Yallle BCEro
BO3HMKaeT B 3 TPUMECTpPE U npoxoguT vyepes 1-3 Heaenu nocne poaos. Ha
pasBuTre 60/1e3HN BNUSET HAacCNeACTBEHHAS NPeApPacnonoXXeHHOCTb U
ropMoHarnbHble haKTopbl.

B oCHOBe NeXuUT NoBpexaeHne BHYTPUNEYEHOUYHbIX XXENYHbIX MPOTOKOB, B
pe3yfibTaTe KOTOPOro HapyLLIAeTCA MeXaHNU3M TpaHCNopTa XKeyu, 1 oHa
nonagaeT B KpoBb. KNMHNYECKUN 3TO NPOSABNAETCHA CHavyasla KOXHbIM 3Y/10M, a
3aTeM OTMeyYarTCs cnaboCcTb, COHNMBOCTb, Pa3apaXKUTeNbHOCTb, HapyLLeHne
CHa, Tynble 601 B NpaBoM noapebdepbe, M3Xora, TOWHOTa, MHOorA4a pBoTa,
YYBCTBO TSXXECTU MOC/Ie efibl U CHWXKEHWe Beca.

[na neyeHns NPUMEHSAIOT MeAMKaMEHTO3HYIO Tepanuio u HasHavatoT
crneunanbHylo aueTy.

[0 15% cnyyaeB BHyTPUNEYEHOYHOrO X0NecTasa 6epeMeHHbIX 06YCIOBIEHO
MyTauuen B reHe ABCB4.

Benok, koTopbin kogupyetca reHom ABCB4, yyacTByeT B npouecce rnepexoga
dbochonmnnaos Yepes MeMbpaHy renaToumTa u fasnee B XeN4Hbli Ny3blpb.
HapyLwweHue aToro npowecca NpuBoAUT K CHMKEHUIO KonnyecTBa pocdonmnnaos
B XXeJTYHbIX NPOTOKax U3-3a HapyLleHUs UX 3axBaTa renatoymMramu, 4To, B CBOIKO
oyepefb, CONPOBOXAAETCA HAKOMIEHMEM HECBA3AHHbIX XeNYHbIX KUCNOT,
KOTOpble BbI3bIBAKOT X0J1eCTas, OKasblBakOLLNN TOKCUYECKOE AENCTBME Ha
OpraHuM3sM maTepu.
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[[eHeTnYeckune PpaKTopbl pUcka BHyTPUNEYEHOYHOIO
Xosiectasa 6epeMeHHbIX

BapI/IaHTbI, CHWXakLine puckK

leH BapuaHT [eHOTUN Bknapg
ABCB4 rs2109505 /T
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CI/IH,EI,pOM MOJIMKNCTO3HbIX ANYHUKOB

CpeaHui puck 6%

Baw puck 5.22%

CMHAPOM NONIMKUCTO3HbIX AnYHMKOB (CMKA) — oaHa n3 Hanbonee
pacnpoCTpaHeHHbIX MPUYMH XXEHCKOoro 6ecnnoaus. 3aboneeaHume 4yacTo
MaHudecTupyeT B NOAPOCTKOBOM BO3pacTe U XapaKTepusyeTcs HapyLleHUeM
OBYNALMU U rMNepaHaporeHM3MOoM.

PacnpocTpaHeHHOCTb cocTaBnisieT 6%.

CuHApPOM SABNSETCA KIIMHMYECKN N BUOXMMUNYECKUN reTeporeHHbiM. CIKA
yBenn4YnBaeT PUCK pasBUTUS METAb0INYECKOro CMHAPOMa, caxapHoro gnabeta 2
TMNa, CeEpAEYHO-COCYANCTbIX 3a60/1eBaHMI U KapUMHOMbI SHAOMETPUS.
3aboneBaHue cnepyeT Nofo03peBaTh y NHO60M MOIOAON XEHLLMHBI C Xanobamu
Ha rMPCYTMU3M, PE3UCTEHTHOCTb K Teparnunun akHe, HapyLeHne MeHCTpyasibHOro
LuKna nnun oxupenue. XeHwmHbl ¢ CIMNKA Takxke nMeroT 601bLUMIA PUCK
BO3HUKHOBEHUSA OCJIOXXHEHUI 6epEMEHHOCTU: KPOBOTEUYEHUI Ha PaHHUX CPOKax
6epeMeHHOCTH, recTalMOHHOro gnabeTa, Npeaknamncum, NpexxaeBpeMeHHbIX
POAOB M POAOB C MOMOLLbIO KecapeBa CeYeHus.

MpuunHbl CTNKA oo KOHUa He n3yyeHbl. Ba)kHas posib B pa3BUTUM CUHAPOMA
OTAAaeTCs reHeTUu4Yecknm dakTopam.

Psii reHOB, KOTOpble BANSIOT Ha Pa3BUTHE KEHCKMX PenpOoAYyKTUBHbIX OPraHoB,
paboTy PEHUH-AHIMOTEH3MHOBOW CUCTEMbI U MPUHUMAIOT yYyacTue B Perynsuum
MeTabo/IM3Ma, B TOM YMC/Ie FH0KO3bl, aCCOLMUPOBaAH C pUcKomM pa3sutusa CIKS.

"eH GATA4 kogupyeT ¢haKTop TPaHCKpPMNLMK C OMEHOM «LMHKOBbIE Nasblbi»,
KOTOpbIN perynupyeT npouecc GopMMpoBaHUs roHaj 1 TpaHCKPUNLMIO FreHOB
CTEPONAOreHHbIX 6ENKOB.

eH NEIL2 kogupyeT aHaoHykneasa VIll-nogo6Hbin 2 6enok 13 knacca AHK
rnMMKo3unas, KoTopble 3agencTBOBaHbI B penapaumn OHK.

[eH C9orf3 KoanpyeT 6e/10K UMHK-3aBUCUMYIO MeTannonenTmaasy, Kotopbli
UrpaeT posib B 06pa3oBaHMN aHIMOTEeH3NHa IV — 6MoaKTMBHOMo NenTuaa
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peHVIH-aHFVIOTeH3VIHOBOl7I CUCTEMDI.

"eH KCNA4 kogupyeT 6en0oK NoTeHLUuMan-3aBuMCUMbIX KalMeBbIX KaHasoB.,
bYHKLMAMMN KOTOPbIX ABNSAETCS Perynsauunsa BbiCBOO6OXAEHUS
HEeMpoOTpaHCMUTEPOB, CEpAEYHOro puTMa, CEKpeLMs MHCYNIMHA, COKpaLLeHUs
rnagkon Myckynatypbl U ApYyrux opraHoB U CUCTEM.

eH FSHB kogupyeT 6eTa-cy6beanHuly GhonnmkynocTUMyMpytoLero ropMoHa. B
COYeTaHUM C JIIOTEUHNU3NPYIOLLMM FOPMOHOM OH CTUMYJ/IMPYET pasBuTue
dbonnukynos.

[eHeTU4Yeckne hakTopbl pUcKa CUHApPOMA
NOJIMKUCTO3HbIX ANYHUKOB

BapuaHTbl, NoBbILaloLWme pUck BapunaHTbl, CHMXatoLWwme puck
leH BapuaHTt [eHoTun Bknapg leH BapuaHTt [eHoTun Bknapg
LOC1053766 rs11031006 A/G AOPEP rs10993397 C/C

07
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[Ipn3HaKu

MpusHak

PaHHAA MeHONay3a

HernapoanvaHapocTepoH
cynbdat

DonnnKynoCcTUMYMpYHoLL
WU rOPMOH

JlroTenHusunpytowmnn
rOPMOH

"No6yNuH, CBSA3bIBaOLLMI
NnoJsioBble FOPMOHbI Y
YXEHLLMH

AcTpaguon

MporecTtepoH

PesynbTar

Y XEHLMH C BallMM reHOTUNOM HabntogaeTcs
npeapacnosioXXeHHOCTb K MeHoMnay3e, pa3BnBaroLLencs B
BO3pacTe [0 45 net

Y nofen ¢ BaliMM reHOTUINOM Yalle CpeaHUIn ypoBeHb
AernapoanuaHapocTepoHa cynbdara

Y ntofei ¢ BalMM reHOTUMOM Yalle CpeaHuUi ypoBeHb
hONNMKYNOCTUMYNNPYIOLLETO FOPMOHA

Y niogen ¢ BallMM reHOTUNOM Yallle CpeiHUI YpoBeHb
NHOTEUHUINPYIOLLLEro FOPMOHa

Y niofgein ¢ BallnMM reHOTUNOM Yalle CpeiHUI YpOBEeHb
rno6ynMHOB, CBA3bIBAOLLMX NOI0BbIE FTOPMOHbI

Y nogen ¢ BalMM reHOTUMNOM Yalle CpeaHuUn YpoBeHb
acTpaguona

Y niogein ¢ BallMM reHOTUMNOM Yallle CpeiHUI YpOBeHb
nporecrepoHa
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PaHHAA MeHOoNay3a

NMonoBas GyHKLUMSA Y XXEHLWWH HauyMHaeT CHMKaTbesa B 45—50 neT. FlopMoHanbHas
nepecTponka 3aHMMaeT 5—8 neT, nocne 4ero MeHCTpyauum npekpaLlaroTcs.
NocnepnHAA caMocToATeNIbHasi MEHCTpyaLna Ha3biBaeTCA MeHoMays3oun.

BbiABIeHHble BapunaHTbl

leH BapuaHT
MCM8 rs16991615
TMEM150B rs11668344
ASH2L rs2517388
PRRC2A rs1046089
NLRP11 rs12461110

54

Baw reHotun
G/G
G/A
T/G
G/G
A/G
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[lernppoannaHapocTepoH cynbdaT

Mpu faHHOM FeHOTUMNE KOHLIEHTPaLUs AernapoanmaHapocTepoHa
cynbdaTa Yallle HaxoAUTCA Ha cpefHEM YPOBHe.

HernapoanvanapoctepoH-cynbdat (A9AC) — 3TO0 rOpMOH, KOTOpPbIit
BblpabaTbiBaeT Kopa HaANno4Ye4YHUMKOB. HaanouyeuyHnkn — xenesbl,
PacnosiIoXXeHHble Haj, MoYKaMM.

BbiABIeHHble BapunaHTbl

leH BapuaHT Baw reHotun

ZNF789 rs148982377 T/T
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SO0 RRORIORRRRRORRRRRRRRRRRRRRO RO RN RN RRRRRRRRORRR RO RRORRNRR OB RRRROROROROORRORNRRONY p"IISHaK"/I IeseoeteRtee

DoNNMKYNOCTUMYSIUPYHOLLIUIA FOPMOH

Mpy faHHOM reHoTMNEe KOHUEHTpaumsa GonanKynocTUMMyINpyoLWero
FOPMOHa Yallie HaxoAWUTCS Ha CpefHEM YPOBHe.

donnukynoctTumynupyrowwmii ropMoH (OCIN) — aTo ropMOoH, KOTOPbIN BblaensieTcs
B runoduse — LeHTpanNbHOM 3HAOKPUHHOM OpraHe B roJIOBHOM MO3re.

BbiABNIEHHbIE BaPWUaHTbI

leH BapuaHT Baw reHoTun

LOC105376607 rs11031005 C/T
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SO0 RRORIORRRRRORRRRRRRRRRRRRRO RO RN RN RRRRRRRRORRR RO RRORRNRR OB RRRROROROROORRORNRRONY p"IISHaK"/I IeseoeteRtee

JIFOTEMHN3NPYIOLWKUN TOPMOH

Mpv f@aHHOM reHOTMMEe KOHLEHTPaUUS NIOTEUHUSUPYHOLLErO FOPMOHaA
Yallle HaxoAMTCSst Ha CpeiHEM YPOBHE.

JTroTenHnsupyrowmii ropMoH (J1N) — 3To ropMOH, KOTOpPbIN BblAENAETCS B
runodunse — LeHTpasbHOM 3HAOKPUHHOM OpraHe B rOfIOBHOM MO3re.

BbiABNIEHHbIE BaPWUaHTbI

leH BapuaHT Baw reHoTun

LOC105376607 rs11031002 A/T
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SO0 RRORIORRRRRORRRRRRRRRRRRRRO RO RN RN RRRRRRRRORRR RO RRORRNRR OB RRRROROROROORRORNRRONY p"IISHaK"/I IeseoeteRtee

[ NOOYNVMH, CBA3bIBAOLWW M MOJIOBbIE
FOPMOHDI Y XXEHLLINH

Y Bac npegpacnosioXXeHHOCTb K CpeAHEMY YPOBHIO MMO6YNNHOB,
CBSA3blBalOLMX MOSIOBbIE TOPMOHbI. 3a 3TO OTBeYaeT BapuaHT reHa SHBG.

[TOPMOH-CBAI3bIBaOLLNI FNOBYINH — 3TO 6€N10K, KOTOPbIA CUHTE3UpYyeTCs
KNleTKaMu NevyeHn n LpKYInpyeT B KPOBU. B )XeHCKOM opraHmame acTpagunon —
OCHOBHOWM FOPMOH, C KOTOPbIM B3aUMOLENCTBYET 3TOT rMo6ynnH. AcTpagmon —
rNaBHbINA XXEHCKUI MOSI0OBOM FOPMOH, KOTOPbIW perynupyeT pocT U pasButue
pPenpoAyKTUBHON CUCTEMDI. TakxKe rNobynH CBA3bIBAET MYXCKUE NOMOBbIE
rOPMOHbI, KOTOPbIe MPUCYTCTBYIOT B XXEHCKOM OpraHusme.

BbisBNEeHHble BapPWUaHTbI

leH BapuaHT Baw reHoTun

- rs727428 T/C

58



SO0 ORI RRRORRORRORRORRRRRRRRRRRRRRRRRRRRORRRRRORRRRRRRRRRRORRORRORRRRRRRRORS I—l IeoeoeteReRe
SO0 RRORIORRRRRORRRRRRRRRRRRRRO RO RN RN RRRRRRRRORRR RO RRORRNRR OB RRRROROROROORRORNRRONY p"IISHaK"/I IeseoeteRtee

JCcTpaamnon

Mpu faHHOM FreHOTUMNE KOHLIEHTPaLUs aCTpaamnona vyalle HaxoanTcs Ha
cpeaHeM ypoBHe.

9CcTpaanon — OCHOBHOW XXEHCKUI NOJIOBOM FOPMOH. Y XXEHLLMH ero NnpousBogsaT
SANYHUKWN, @ Y MYXXYUH — AIUYKN, HO B 3HAUYUTENIbHO MeHbLLEM KoinyecTBe. Tak
KaK IMYKN HE CUMHTE3MPYIOT AOCTAaTOYHOIo KOIMYecTBa 3CTpaanona, bonbluas
4YaCTb 3TOr0 FOPMOHA Yy MY>XYMH 06pa3yeTCa U3 MY>XCKUX NMOJIOBbIX TOPMOHOB —
TeCToCTepoHa U aHapoCTeHANOHA. [TponcxoauT 3TO B XKUPOBOW TKaAHU, MO3re U
neyeHun. Tak)xe HeH6ONbLLIOE KOIMYECTBO 3CTpagmona obpasyetca B
HaAMno4YeyHMKax He3aBMCMMO OT Mnona.

BbiABIeHHble BapunaHTbl

leH BapuaHTt Baw reHotun
ANO2, rs117585797 C/C
LOC105369621
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[lporecTtepoH

MNpwn faHHOM reHoTUMNe KOHLIEHTpaLMsA NporecTepoHa valle HaxoauTcs Ha
cpeaHeM ypoBHe.

MporecTepoH — rOPMOH, KOTOPbI CUHTE3UPYIOT HAANOYEYHUKM U XKENTOE TENO —
BpeMeHHas 3HAOKPUHHas Xeesa, KoTopas 06pasyeTcs B XXEHCKOM OpraHusme
BO BTOPOW NOJSIOBUHE MEHCTPYasbHOMo LMKNa.

BbiABIeHHble BapunaHTbl

leH BapuaHT Baw reHotun
ZKSCANS rs34670419 G/G
- rs112295236 Cc/C
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Apyrve npu3sHaku

['eHeTUKa BNUSAET He TONIbKO Ha 340poBbe U NMnTaHme. ot BapunaHTOB reHoB
3aBUCUT, HarnpumMep, 4yBCTBUTEJIbHOCTb K 3alaxaM, CTPOEeHUe pap,y»(Hon
060104KM 1 NosIB/IEHME CeAUHbI. ITH NPpU3HaKn He BNNAKOT Ha Balle
caMOo4yBCTBME, HO NOKa3blBakOT, HACKOJIbKO Ba>Ha reHeTKa " Kak MHOIro oHa

oripepensdeT B HaLLEen XXU3HWN.

MHormne U3 aTUX YepT 3aN10XeHbl B BalleM reHoMe, KOTOprVI oripependaeT
YHUKaJIbHOCTb U BalLle BHELIHOCTH, M BaLLEro noBefeHuns.
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MpusHak

HukoTnHoOBasA
3aBUCUMOCTb

YAa3BUMOCTb K
Helicobacter pylori

3anax Tena
BupycHas Harpyska npwu
BUY-uHbekummn

YCTONYMBOCTb K Mansapum
n3-3a aHTureHa Duffy

BocnpunmunsocTb kK BUH

PaHHAA MeHONay3a

CornHeyYHble NEHTUro

PacTsaxku

[1TO03 BEpXHero Beka

MapogoHTUT

M'neptpoduyeckune pybubl

[ nukupoBaHue

doTocTa peHune Koxu

KenouaHblie py6ubl

3arap u
YyBCTBUTENIbHOCTb K UV-
N3ny4YyeHunto

KonunyectBo HeByCOB

S oPd

49900999044
saa s 2l *99ee

[pyrvie npusHakn 3333554

PesynbTtar

Bbl CKNOHHbI BblKypUBaTb 60/IbLUE CUrApPET, YeM Apyrue
KYPWUIbLLMKM

Bbl npegpacnonoxeHbl K MHbuunposaHuto H. pylori

Y nopaen ¢ BalMM reHoTUMNoM 06bIYHO APKO Bblpa)KeHHbIVI 3anax
Tena

He BbIsBNEHO NpeapacnonoXXeHHOCTU K CHUXXEHUIO BUPYCHOM
Harpysku

He BbisiBNeHa npeapacronioXeHHOCTb K YCTOMYNBOCTU K
Mansipum ns-3a Hanuuus aHtTureHa Duffy

He BbisiBNeHa npeapacrnofnioXeHHOCTb K ycTonynsocTtu kK BUY

Y )EHLUMH C BalWMM reHoTUNoM HabntogaeTcs
npeapacnonoXeHHOCTb K MeHonay3e, pa3BuBatoLLEencs B
Bo3pacTe [0 45 net

BbiiBNEH BbICOKUI FEHETUYECKNN PUCK Pa3BUTUA COTHEYHbIX
NNeHTUro Ha nuue

BblsiBNIEH NOBbILEHHbIA FEHETUYECKUM PUCK Pa3BUTUS PacTsXKeK

He 06Hapy>KeHo 3alWMTHOro reHeTU4eCKoro BapmaHTa B
OTHOLWIEHNN YMEPEHHOIo NTO3a BEPXHEro BeKa

CpeaHun puck NapoaoHTUTa

BbisiBrieHa npeapacnonoXXeHHOCTb K POPMUPOBAHNIO MeHee
BbIpa)XeHHbIX py6LOB

BbisiBneHa npeapacnosioXXeHHOCTb K NOBbILUEHHOMY YPOBHHO
KOHEYHbIX NMPOAYKTOB MNMKNpoBaHuna B KoXxe

BbisiBneHa npeapacnonoXXeHHOCTb K MOHUXXEHHOMY PUCKY
o6Lero poTocTapeHms KOXu

He BbISIBNEHO reHeTMYecKn 06yCnoB/IEHHOr0 pMUcKa
06pasoBaHUA KeNoMAHbIX pyoLoB

BbisiBNneHa npeapacnonoXeHHOCTb K OCTaTOYHOMY
hopMupoBaHu1IO MMrMeHTa B KOXe B OTBET Ha BO3AeNCTBUE
ynbTpaduroneTa u yMepeHHoN 3alimTe OT NOBPEXAAtoLLEro
dencteusa UV-nanyyeHums

BbisiBfieHa NpeapacnosioKEHHOCTb K HOPMasibHOMY KOJTMYECTBY
HEBYCOB Ha KOXe

63



2999000090000 9090000900909 0009000 0990009000 000000000 090000000000 04 000 0000 000000 0 090 0 4 090 0000 ¢
P00 00 0000000000 0000000 RRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRR AR R R RO R PR PR R R R AR RR R0 PR 0RO OO

MpnaHak
Pasmep ykyca komapa

Anneprusa Ha Tpasbil

CTpoeHue pagy>KKu:
MUrMeHTaLusi BOKpyr
3payka

Tun ywHom cepbl

ypOBeHb aJUMNOHEKTUHa

YpoBeHb heTanbHoro
reMorsobuHa Bo
B3pOCJ/ZIOM BO3pacTe

UHTepnenknH 6

YnxaHune Ha cBeTy

benoe BUHO

CTpoeHune pafyXKu:
KOHTPaKLUMOHHblE
60p0o3.bl

"pynna kposn MNS
Pasmep rpyau

CTpoeHue pasyxKu:
Hanuyue KpunT

YpoBeHb C-peakTUBHOIO
6enka

MeTa60o51M3M cnapxm

pynna KpoBwm No cucteme
Overo

LdernapoannaHapoCcTepoH
cynbdart

®onnNnKynoCTUMMynNMpytoLL
NN rOPMOH

JIoTEMHM3MpPYOLNIA
rOpPMOH

00491 200000000600
Llpyrve npusaHakn $5888essesss

PesynbTar
Bongbipb MeHbLle 3 MM

He BbIABNEHO NpeapacnoNioXXEHHOCTU K HaNMuuIo anneprum Ha
TpaBbl

Y ntogen ¢ BalMM reHOTMNOM 06bI4HO cnabo BbIpa>XeHHoe
NMUrMEeHTHOE KOJ1bLLO BOKPYI 3payka

Y niofen ¢ BawMM reHOTUMOM O6bIYHO BI@XKHbIN TUM YLLHOW
cepbl

Y nrofen ¢ BallMM reHOTUIOM Yalle CpeHUN ypoBeHb
aAUNOHeKTUHa

BbisiBneHa npeapacnonoXXeHHOCTb K HU3KOMY YPOBHHIO
dbeTanbHOro reMorno6uHa

Y nopen ¢ 3TUM reHoTUNoM HabnrgaeTcs
npeapacnosioXXeHHOCTb K NOBbIWEHNIO YPOBHSA NHTEpenknHa 6

Huskasi BepOATHOCTb BO3HMKHOBEHUS CBETOBOIO YMXaTeIbHOIro
pednekca

PaBHOAYLWHbI K 6€/10My BUHY

Y niogen ¢ BallMM reHOTUMNOM O6bIYHO SIPKO BblpaXXeHHble
KOHTPaKLMOHHble 60po3apl

Y Bac rpynna S/s, aHtureHbl M u N He onpejerneHbl
Y ntofen ¢ BalMM reHOTUNOM Yalle HEGONbLLON pasmep rpyau

Y nopgen ¢ BalMM reHoTMUMNoOM 06bIYHO MaJioe KOJIMYecTBO Kpunt

BbisiBNeHa NpepacnonoXXeHHOCTb K MOHWKXEHWIO YPOBHS
C-peakTuBHOro 6enka

Y ntogen ¢ BallMM reHOTUNOM 3arnax Mo4um rnocne yr|0Tpe6neHV|s'-|
Ccrap>Xun MOXXeT Ka3aTbCA HEMPUATHbIM

Y Bac rpynna Dia-Dib+

Y nogen ¢ BallMM reHOTUNOM Yallle cpefHui YpoBeHb
AernapoanuaHgpocTepoHa cynbdaTta

Y nrofen ¢ BallMM reHOTUIOM Yalle CpeHUN ypoBeHb
hoNNUMKYNOCTUMYNMPYHOLLLErOo FOPMOHa

Y nofel ¢ BallMM reHOTUMOM Yallle CpeAHUI YpOBEHb
NHOTENHU3UPYIOLLLErO FOPMOHa
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MpnaHak

No6YNVH, CBS3bIBAOLLMN
NOJSIOBbI€ FOPMOHbI Y
YKEHLMH

AcTpaguon

lMporecTepoH

BecHywkn

prnna KpoBu no cucrtemMme
Knap,

PocT

"pynna KpoBu No cucteme
Kenn: aHTUrenbl Kennu
YennaHo

"pynna KpoBu No cucteme
Kenn: aHTUrexbl NeHHn n
PayTeHb6epr

CeauHa

YyBCTBUTENBHOCTb K
3araxy LBeToB

YyBCTBUTENIBHOCTb K
3anaxy 3/1aKoB

ManbLeBblt UHAEKC

PasButne 3y6os B 10-12
net

"pynna kposu ABO

00491 200000000600
Llpyrve npusaHakn $5888essesss

PesynbTar

Y nrofen ¢ BallMM reHOTUIOM Yalle CpeHUN ypoBeHb
rno6ynnHOB, CBA3bIBAOLLNX NOMOBbIE FOPMOHbI

Y nogen ¢ BallMM reHOTUNOM Yallle cpefHu YpoBeHb
acTpaaunona

Y nogen ¢ BallMM reHOTUNOM Yallle cpefHui YpoBeHb
nporectepoHa

He BbisiBfieHa npenpacnosioXXeHHOCTb K NoABJIEHNIO BECHYLLEK

Y Bac rpynna Jka-Jkb+

Jlroaun ¢ BalwmMm reHoTMNOM Yalle cpefHero pocTa

Y Bac rpynna K-k+

Y Bac rpynna Kpa+Kpb+

JTroay ¢ BalIMM reHOTUMNOM 06bIYHO He CKJIOHHbI K paHHeMy
rnocefeHuto

Jlroau ¢ BaWMM reHOTMMNOM Yalle HopMasibHO YyBCTBYHOT 3anax
po3 1 puanok

Jlroaun ¢ BalMM reHoTMMNOM Yale HOpMaJibHO YyBCTBYHKOT 3anax
3J71aKOBbIX

Y nogen ¢ BallMM reHOTUNOM Yalle cpeaHui nasnbLeBbIi
NHAEKC

Y ntogen ¢ BalMM reHoTMnom o6bI4HO 21 3y6 B Bo3pacTe 10—12
ner

Y Bac rpynna A1 (BTopas)
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044 00000006044
sese Llpyrvie NpusHaku 333585358444

TecT onpenenun y Bac CKIIOHHOCTb BbIKypuBaTb 60/blle CUrapeT, Yem B
cpefHeM BbIKypUBaKOT KYpUbLMKN. Ha 3TOT Npu3HaK BAUSET BapuaHT B
reHe HUKOTUHOBOro peuentopa CHRNASI.

HeratuBHoe BNnaHune KYpeHWnA Ha opraHbl N COCyAbl, @ TakKXXe
NPOoAOJDKUTENIbHOCTb XXU3HU AOKa3aHbl Hay4HO.

BbiBIEHHbIE BapunaHTbl

leH BapuaHT Baw reHoTun

CHRNA3 rs1051730 A/A
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000 00000006044
28330 DOpyrve npusHakn $33383333832

*9

YassumocTb K Helicobacter pylori

Y nofen ¢ BalwMM reHOTMMNOM Yalle BbISIBNSETCA Hann4me aHTuTen K
Helicobacter pylori.

Helicobacter pylori — aTo 6akTepusi, 06uTatoLLas B XXenygKe u
ABeHaaLaTMNepCTHOM KMLLKe 60/blUMHCTBA Ntoaein. PacnpocTpaHeHHOCTb H.

pylori B HEKOTOpbIX pa3BuBatoWmMxcs cTpaHax gocturaet 90%.

BbiABIeHHble BapunaHTbl

leH BapuaHT Baw reHotun

- rs10004195 T/T
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3anax tena

Y nropen ¢ BalMM reHOTUMNOM Tes10 06bIYHO MMEET SAPKO BblpaXKeHHbIN
3anax.

3anax Tena — cnocob o6LeHna 1 3almTa AN MHOTUX XXUBOTHbIX. Jltoau
CUMTalOT 3anax Tena HeNnpUATHBbIM U MacKUPYET ero C MOMOLLIbIO IYXOB U
J1€30710PaHTOB.

BbiABIeHHble BapunaHTbl

leH BapuaHT Baw reHotun

ABCC11 rs17822931 C/C
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npycHas Harpyska npu BUY-nHpexkymnm

TecT He BbIBWN MpeLpacnosioXXeHHOCTb K MOHUXXeHHOMN BUPYCHOM
Harpyske npu sapaxeHun BUY-uHdekuymen.

Bupyc uMmyHoeduunTa YenoBeka — peTPOBUPYC, KOTOPbIE NOpaXkaeT KNeTKu
WMMYHHOW CUCTEMbI OpraHM3Ma 4YenoBeka v BbidbiBaeT BUY-uHdpekuuto. B
TepMUHanNbHOM CTagnn 3aboneBaHne NPUBOANT K CUHAPOMY MPUOBPETEHHOIO
nMmmyHogedbuumta yenoseka — Clry.

[na nporHosa passutusa CrALa ncnonbsyroT KpuTepmn BUpyCcHou Harpysku. OHa
NnoKasblBaeT, CKOJIbKO BUPYCHbIX KSIETOK MPUCYTCTBYET B MUJITUINUTPE NN1a3Mbil
KPOBW, 1 KaK BbICTPO MOXET CHU3UTbCA MMMYHHBbIN CTaTyC y YenoBeka B
6nunxanwee Bpems. CKOpOCTb, C KOTOPON MMMYHHbIE pe3epBbl YeloBeKa
COKpaLLarTCA, a BUPyCHasA Harpyska pacTeT, uHansuayasibHa AN Kaxgoro
yenoBeka.

BbiABNIEHHbIE BaPWUaHTbI

leH BapuaHT Baw reHoTun

LOC112267902 rs9264942 T/T
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Y Bac BblcOKasAs BEPOATHOCTb BOCMIPUMMUYNBOCTU K Manspun. TecT He
BblABW Yy Bac Mmytauunu B reHe ACKR1, KoTopasa 3aliuiiaeT oT Mandapuu.

Mansipus — rpynna 3a6osieBaHUI, KOTOpble COMPOBOXAAKTCA NMNXOPaaKon,
03HOH60M N aHEMMEN. DTO ONACHOE COCTOSIHNE N OflHA N3 CaMbIX
pacnpoCTpPaHEHHbIX MPUYMH CMEPTU B TPOMNMKax. PaHblUe Bpauun npeanonaranu,
YTO ManNsipUIo BbI3bIBAOT SA0BUTbIE UCMAapeHnss 6010T — Ha3BaHWe B NepeBoje C
NTaNbsIHCKOro O3HA4YaeT «Maoxon Bo3ayx». CBA3b C 60NI0TUCTbIMU MECTAMU Y
Mansapun 4eNCTBUTENbHO eCTb: B BOgOEMaxX CO CTOAAYeN BOAOM pa3BMBaroTCS
NNYNHKK ManNSipMUHOro KoMapa unm aHodeneca — nepeHocyYnka 3aboneBaHus.

B Tene komapa co3peBaeT Bo36yauTeNb 60/1€3HN — MansapuUAHbIN NNa3MOANNA.
9TO MUKPOCKOMUYECKNN OQHOKIETOUYHbIN MapasunT, KOTOPbIX Npu nonagaHuu B
OpraHM3M rnopaxaeT KpacHble KPOBSIHblE KNIETKN — 3PUTPOLUTbI, N Bbi3biBaeT

CMMNTOMbI 3ab60neBaHuS.

BbiABIEHHbIE BapunaHTbl

leH BapuaHT Baw reHoTun

ACKRT rs2814778 T/T
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Y Bac Bblcokast BEPOATHOCTb BOCAIPUMMUYNBOCTU K BUPYCY
nMMyHogedumumnTa YenoBeka. TeCT He BbISIBUS Yy Bac MyTaLun B reHe
CCRS5, KoTOpas 3awumuiaeT oT BO3LEeNCTBUSA BUpyca.

Bupyc umMmmyHoeduunTa YenoBeka nopaxkaet KeTKu MMMYHHOM CUCTEMBI U
Bbi3biBaeT BUY-nHbekumto, KoTopasi B TEpMUHANbHOW CTagum NpeBpaLlLaeTca B
CUMHAPOM npuobpeTeHHoro nmMmmyHoaeduuuta (CMNI). llekapcteo ot BUY noka
He HanAeHo, HO pa3paboTaHbl SIeKapCTBEHHbIE Npenaparbl, KOTopble 3aMegnsatoT
pasMHOXeHue Bupyca.

MpumepHO y 2% ntofen ecTb reHeTuyeckasa MyTaLns, KoTopas He No3BoNAeT
BUPYCY MMMYHOAe@MUNTA MPOHUKHYTb B UMMYHHYIO CUCTEMY. 3TO AaeT
€eCTEeCTBEHHYIO 3aLlnTy oT BUpyca. Bo BceM Mupe MyTauusa BcTpevaeTcs
AOCTaTO4YHO pefKo, HO OTMEYEHO, YTO ee YacToTa Bbllle y xutenen EBponbl.

BbiABSIEHHbIE BapWnaHTbl

leH BapuaHTt Baw reHoTun
CCR5AS, CCR5 rs333 GTCAGTATCAATTCTG
GAAGAATTTCCAGAC
A/GTCAGTATCAATTC
TGGAAGAATTTCCAG
ACA
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[Mpy AAHHOM FeHOTUNME Y XEHLWMH CYLLLEeCTBYET NpeapacrnofioXXeHHOCTb K
pa3BUTUIO paHHEN MeHoray3bl.

NMonoBas GyHKLUMSA Y XXEHLWWH HauyMHaeT CHMKaTbesa B 45—50 neT. FlopMoHanbHas
nepecTponka 3aHMMaeT 5—8 neT, nocne 4ero MeHCTpyauum npekpaLlaroTcs.
NocnepnHAA caMocToATeNIbHasi MEHCTpyaLna Ha3biBaeTCA MeHoMays3oun.

BbiABIeHHble BapunaHTbl

leH BapuaHT Baw reHotun
MCM8 rs16991615 G/G
TMEM150B rs11668344 G/A
ASH2L rs2517388 T/G
PRRC2A rs1046089 G/G
NLRP11 rs12461110 A/G
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He6naronpuaTHbI BapuaHT reHa, OTBETCTBEHHOMO 3a 3/IMMUHALMNIO
N36bITOYHOIO KOSIMYECTBA MeNaHOUMTOB UMMYHHbIMU KJ1IeTKaMy,
accoUMMPOBaH C BbICOKMM PUCKOM MOSIB/IEHWUSI COMTHEYHbIX JIEHTUIO.
YuuTbiBass CNOCO6HOCTb MeNaHOLUTOB abCcoOpOUPOBaTb COSTHEYHbIE TyYMu,
HapyLLUeHWe UX ANMMUHALMU MOXKET NPUBECTU K 60S1e€ MHTEHCUBHOMY
06pa30BaHUIO COSTHEYHbIX JIEHTUIO B YC/TIOBUAX ASIMTENbHOrO
BO3AeNCTBUSA ybTpaduoneTa.

CONTHEYHOE NTEHTUIO — 3TO Y4aCTOK KOXWN C UHTEHCUBHOW NUrMeHTaL e,
BO3HMKAMOLWNIA BCNeACcTBUE NTOKaNbHON NponndepaumMm MenaHoUUToB U
aKKyMynaLuun MenaHuHa B KneTkax Koxu (kepaTuHouuTax). Bctpevaetcs
JIOBOJIbHO 4YacTo, ocobeHHO cpeau noaen ctaplue 40 ner.

ConHeYHble NIEHTUIO — NNIOCKUE KOXKHbIE 3/IEMEHTbI, MOFYT UMETb OKPYIyHo,
OBasibHYHO UM HenpaBusbHyto Gopmy. LiBeT BapbupyeT OT TEMHO-KOPUYHEBOIO
[l10 YEPHOIO M 3aBUCUT OT LiBETA KOXU. B AMameTpe aneMeHTbl MOTyT AOCTUraTb
OT HECKOJIbKUX MUIJIMMETPOB [0 HECKOJIbKUX CaHTUMETPOB. Pacnonaratotcs
Yallle BCEro Ha yyacTKax KOXW, Haubosiee NoaBeP>KEHHbIX COTHEYHOMY
BO3/1eMCTBUIO — NINLIO, TblIbHAsi MOBEPXHOCTb NafioHei. CoONHEeYHbIe TIEHTUIo
[LOBOJIbHO NPOCTO AMArHOCTUPOBATb, HO MHOMAA JIEHTUIO HenpaBuSibHOM GopMbl
C/TOXHO OT/IMYUTb OT MESTAaHOMBbI.

COMHEeYHble IEHTUIO ABNAKTCA YaCTbIM MPOSIBNIEHNEM CTapPEeHNs KOXKMU.
CTapeHue KOXW ABNAETCA pe3y/ibTaTOM KaK BHYTPEHHMX, TaK U BHELLHUX
thakTOpOB. BHelHWe haKTopbl, TaKne Kak AIUTeNIbHOe BO3eNCTBMNE CONTHEYHbIX
Nnyyer, BHOCAT AOMOMHUTENbHbIN BK1ag B NpoLecc cTapeHus (hboTocTapeHue).
OpfHaKo, HECMOTPSI Ha OCHOBHYHO ponb Y®-nyyelt B npoLiecce poTocTapeHuss, ero
MHTEHCUBHOCTb TaK)XXe 3aBUCUT OT FreHETUKMU.

BbiABIeHHble BapunaHTbl

leH BapuaHT Baw reHotun
= rs9350204 c/C
- rs9358294 G/G
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3a CYeT HaNMumsa HECKONbKMX HEGNAronpusiTHbIX BApuMaHTOB reHOB,
OTBETCTBEHHbIX 3@ CUHTE3 TaKUX KOMMOHEHTOB KOXMW, KaK 3/1aCTWH,
DUOPOHEKTUH M KONNareH, puck o6pasoBaHus pacTaXeK U3-3a
BHYTPEeHHNX (haKTOPOB Bbllle CPeaHero.

PacTsXKn — 9TO MU3MeHeHne KOXN, KOTOpOoe BO3HUKAET BCeaCTBUE
CTPEMUTEJIbHOIO PaCTAXEHUA KOXXU MNMpU Ha6ope BECa, Y XXeHLNH BO BpeEMA
6epeMeHHOCTVI WUnn BO3AENUCTBUSA rOPMOHOB.

PacTs)XKK NOABNSAOTCA B BUAE KPACHbIX IMHUI Ha 0CO6EeHHO NoABEP>KEHHbIX
PaCTAXEHMIO yYacTKax KOXMW 1 Yallie BCEro BCTPEYaroTCs Ha OPIOLLIHOM MOJIOCTY,
rpyam, aroguuax u 6eapax, 3aTeM OHU CTAHOBATCA 6e/lbIMU U Manio3aMeTHbIMMU.
9TV NUHUK NpeAcTaBsAT cO60M WpaMbl AePMbl — FTy6OKOr0 C/I0si KOXW U
XapaKTepuayrTCs IMHENHO PacnosIOXXEHHbIMM NMyYKaMmn KonnareHa,
napanfieNibHO NOBEPXHOCTM KOXM C NOTepelt anacTuHa U hMO6poHeKTUHA.

Ha pa3BuTuMe pacTsKeK BAUSAKOT HEKOTOpPbIe BHYTPEHHME (PaKTopbl, BK/IKOYas
reHeTM4yecKume.

BbiABIEHHbIE BapunaHTbl

leH BapuaHT Baw reHoTun
= rs7787362 T/C
SRPX rs35318931 G/G
HMCN1 rs10798036 G/G
- rs7594220 A/G
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OTCcyTCTBUE 3aLUMUTHbBIX BAPMAHTOB B OTHOLLIEHUWN Pa3BUTUSA NTO3a
BEPXHEro Beka onpefensieT CpeaHuUin PUCK pasBuUTUS YMEPEHHOIO
OnyLLIEHUS BEPXHErO BeKa B 3aBUCUMOCTU OT BHYTPEHHUX (PAKTOPOB.

N36bITOYHast KOXa B 06/1aCT BEPXHEro BeKa U3BeCTHa KakK JiepMaToxansisanc u
06bI4HO BCTpeYaeTca y Ntofen cpegHero BospacTa. [N1o3 Beka 06bI4HO
npeAcTaBsieT CO60N KOCMETMYECKYO NPO61eMy, XOTS1 OH MOXKET BbI3blBaTb
MOTEPHO YaCTM NONA 3PEHUSA, pasaparKeHUe rnas uam BeK, a TakXKe rofloBHble
60,11 U3-3a Ype3MepPHOro Nogbema 6poBent ANs yBeIMYEHUS NoJst 3pEHUS.

[McTONOrMYeckme M3MeHeHMUs1 KOXKM Npu NTO3e BEPXHEro BeKa NoKasbiBatoT
BbIPa>X€HHYHO NOTEPO 31aCTUYECKMX BOMTOKOH M HapyLUeHMe opraHn3aumm
KOJITareHoBbIX BOSIOKOH, YTO CPABHUMO C U3MEHEHMUSIMU NPY CTapEHUN KOXU
nuua B LesnioM. Ha Bblpa)X€HHOCTb BO3PaCTHOMO OMNYLLEHNA BEPXHEro Beka
BNMSIOT KaK BHeLWHMe haKTopbl (KypeHue, YP-06nyyeHne), Tak U BHYTPEHHMUE,
BKJItOUYAs FEHETUKY.

BblABIeEHHble BapunaHTbl

leH BapuaHT Baw reHotun

DLGAP1 rs11876749 T/T
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TecT onpepnenun y Bac B reHe GLT6D1 BapuaHT, KOTOpbIN CBA3aH CO
cpegHUM PUCKOM pasBUTUA NApOLOHTUTA.

MapofoHTUT — 3TO pacnpocTpaHeHHoe 3a6oJieBaHKe NoJIOCTU pTa, MPU KOTOPOM
BOCMansTCA AeCHbl U pa3pyLIatoTCa TKaHW, NoaaepXuBatoLLme 3y6bl.
MapoAoHTUT — YacTasa NpuyYnHa noTepm 3y60B.

BbiABIeHHble BapunaHTbl

leH BapuaHT Baw reHotun

GLT6D1 rs1537415 C/G
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Hannymne ogHOro reHeTU4YeCcKoro BapmMaHTa CoCO6HO CHUXATb CTenNeHb
BbIPaXXEHHOCTN rMNepTpoPrYECKNX NOCTTpaBMaTUYECKNX LLPAMOB KOXMU.
CuunTaercs, 4TO NP TaKOW reHeTUKe rnpouecc BocnasieHns, CBsA3aHHbIN C
aKTMBaLMen KoMnieMeHTa u runeptpoduen pybua, NpoTekaeT MeHee
WHTEHCUBHO.

MnepTpoduryeckme pybubl — NaTONOrMYECKME WpPaMbl C HEAPKO Bblpa)XeHHbIM
BOCNanuTesibHbIM KOMMNOHEHTOM W HU3KOW arpeCcCUBHOCTbIO MHBa3UN.
M'MnepTpoduryeckme pybLbl MOryT 6biTb Bbl3BaHbl KOXXHOW TPaBMOM,
pasgpa)keHneMm, BK/IKo4asa yKYyC HaCeKOMbIX, 0XOr, Xupypruyeckume
BMeLlaTeNbCTBA, BaKUMHALMIO, MUPCUHT KOXW, akHE, ONNNKYNUT, BETPSAHYHO
OCMy M reprneTuyecKyto MHpeKUMIO.

MpyMeYaTenbHO, YTO NOBEPXHOCTHbIE TPABMbI, KOTOPbIE HE AOXOAAT A0
PETUKYNIAPHOW AePMbl, HUKOTia He Bbl3blBalOT rMnepTpoPuYeckoro pyobLeBaHus.
9TO roBOpUT O TOM, YTO rMNepTpoduyeckne pybLbl Bbi3BaHbl MOBPEXAEHNEM
3TOr0 C/I0S1 KOXW M NOCNeayoLWmMM abeppaHTHbIM 3aXXUBJIEHUEM pPaH, KOTopoe
XapaKTepuayeTcsl HEMpPepbIBHbIM U TMCTOJIONMYECKN NTOKANIM30BaHHbIM
BocnaneHneMm. B peaynbTate peTUKyNspHbIA Cnoin runepTpoduyeckmnx pyoLos
COAEPXMUT BOCManuTeNbHble KJIETKN, yBENIMYEHHOE KONTIMYECTBO (pM6p061acToB,
HOBOO6Pa30BaHHbIX KPOBEHOCHbIX COCY/Z10B U KOJ1areHOBbIX AEeMN03UTOB.

'MnepTpoduryeckme pybLbl 06bIYHO CTAHOBATCA 3aMETHbIMWU NPUMEPHO Yepes 3
MecsiLa rnocrsie TpaBMbl. 3TO CBA3AHO C TEM, YTO BOCMasieHNe PETUKYISPHON
AepMbl, KOTOpOe HaunHaeTCcs cpasy nocsie nepeBoHayasibHOM TpaBMbl,
npogosmKaeTca B fanbHenwwemM. bonee Toro, B criydae Xmpypruyeckux paH
NaumMeHTbl CK/TOHHbI OLIMO0YHO NoflaraTth, YTO CLUMTasA paHa OKOHYaTeIbHO
3a)Kusa Ha atane yganeHus WBoB. ITO NPOUCXOANUT MOTOMY, UYTO Yepes 7—14
AHeun rnocne onepaunu anngepMmnc pereHepupyeT 1 paHa 3akpbiBaeTCAa N He
KpoBoTouuT. OHaKO Ha 3TOW CTaguMun fepManbHas MaTpuLa BCe ellie Co3peBaetT,
N B PETUKYNIAPHOW AepMe MponcxXoanT BocnasieHme. Ecnm B 9TOT MOMEHT
PeTUKYNAPHbIN CNOWN NoABepraeTCcA BHELWHEN U BHYTPEHHEN CTUMYNALUN,
BOCMasieHme He ocnabeBaeT M BMECTO 3TOro CTaHOBUTCSA Bce 6onee
BbIPa)XEHHbIM. 3TO NPOBOLMPYET 06pa3oBaHMe NaToIOrMYECKMX LLIPaMOB,
KOTOpble B KOHEYHOM UTOre CTaHOBATCA BUAMMbIMU Yepes HECKOJIbKO MecALEeB
nocre onepauymn. NHTEHCUBHOCTb, YacToTa U NPOAO/IHKUTENbHOCTb CTUMYJIOB
onpefenstoT, Kak 6bICTPO NOABAAKOTCA WPaMbl, HanpaBfeHNe n CKOPOCTb pPOCTa,
a TakXe BbICOTY py6ua.
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CTUMy”bl, KOTOPbIEe BAUAIOT HA XapaKTEPUCTUKU U KOSIUYECTBO
rmnepTpodmryeckmx pybLIOB, BKHOYAKOT B Ce651 MHOYKECTBO MECTHbIX, CUCTEMHbIX
N reHeTnYeckux dhakTopoB. MpegnonaraeTcs, YTO KIMHUYECKUE Pas3INymns MeXay
Kenouaamu u runeptpodnyecknmm pybLamMmm oTpaxkatoT BapuabenbHOCTb
MHTEHCMBHOCTM, YaCTOTbl U MPOAOMKUTENTbHOCTU BOCMNANIEHNsI PETUKYIAPHOW

AepMbl.

BbisBNEeHHble BapPWUaHTbI

leH BapuaHT Baw reHoTun

CSMD1 rs11136645 T/C
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044 00000006044
sese Llpyrvie NpusHaku 333585358444

HebnaronpuaTHbin BapnaHT reHa NAT2 accoummnpoBaH c 6ornee
MHTEHCUBHbBIM NMPOLECCOM ITIMKMPOBAHUS B KOXeE. ITO O3HAYaeT, YTo B
KOXKe 06pasyeTcs 60J1bLLOEe KOJIMYECTBO KOHEYHbIX NPOAYKTOB
FMUKUPOBAHUA TaKMX 6EIKOB KaK KoJlareH, 31acTuH, 4YTo NpUBOAMUT K ee
60nee 6bICTPOMY CTapeHULO.

OpraHu3aMm MCMonb3yeT roKO3Y Kak OCHOBHOW UCTOYHMK TonnmBa. Ecnu
FNOKO3a He MeTabonn3npyeTcst 4OMKHbIM 06pa3oM, Kak, Harnpumep, Npu
caxapHOM AnabeTe, 3anycKaeTcsl NPOLeCcC MMUKUPoOBaHUA — HeepMeEHTATUBHOIO
npucoeanHeHns Monekysbl caxapa (FoKo3bl nn hpyKTo3bl) K 6Ky Uau
nmnuay.

B KoXXe 3TOT NPOLECC NPOUCXOAUT CNeayHLLMM 06pa3oM: [oKo3a CBSI3blBaeT
KOMareH 1 BO/IOKHa 3/1aCcTMHa, 06pasysi C HUMU NPOYHYHO CBA3b M hopMUpYS TaK
Ha3blBaeMble KOHEYHble NPOAYKTbl FNKMPOBaHUS. 3TO NPUBOAUT K
CTPYKTYPHbIM U PYHKLIMOHANbHbBIM U3MEHEHUAM TKaHER, YTO BbipaXxaeTcs B
NOAABNIEHUN MOPLLIMH, CYyXOCTU M APAGIOCTU KOXMW. NoKasaHo, YTo 3TOT npoLiecc
60/1ee YCKOPEHHO NPOTEKaeT C BO3PacTOM, HapyLLasi CO BpEMEHEM CMOCO6HOCTb
KOXW K pereHepauuu.

KonnyecTBo KOHEYHbIX MPOAYKTOB MMNKUPOBAHUSA B KOXKE MOXHO KOCBEHHO
OLIEHMTb MO (IyopeCLEHL MM KOXU. Ha 3Ty CNOCOBHOCTb, @ 3HAUYUT M Ha
o6pasoBaHue NPoAyKTOB MMMKUPOBaHUS, BINSAET MHOXECTBO (haKTOpOB:
BO3pacT, Macca Tena, ypoBeHb MMKUPOBAHHOIO reMOrfIo6MHa, KYpeHUe, a Takxe
reHeTuka.

BbisBNEeHHble BapPWUaHTbI

leH BapuaHT Baw reHoTun

- rs4921914 T/C
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doTocTapeHmne KoXu

BapuaHT reHa STXBPSL accounmpoBaH ¢ HOpMasbHbIM MPOLLEeCCOM
BbIBEAEHUNS MPOAYKTOB OOMEHA M3 KNETOK KOXM U CEKpPeLMn UMK
pas/iMYHbIX BELLECTB, YTO CBA3aHO C HOPMasibHbIM PUCKOM (POTOCTapeHus
KOXMW.

doTocTapeHne KoXu — 3To GeHOTUMN CyXON, UICTOHYEHHOWN, TYCKJTOM KOXMU C
MHOXXeCTBOM MopLuuMH. OCHOBHOM (hakTop, cnocobCTByOWMIN HOTOCTApEHUIO
KOXXW, — COJTHEYHOE U3Ny4YeHne, KOTOPoe NPUBOAUT K UBMEHEHUAM Kak
anNuAaepMasibHOro Csi0sl KOXW, Tak U iepMbl.

MexaHu13Mbl, sieXkallme B OCHOBE 9TUX U3MEHEHUI, 10 KOHLA He N3YYeHbl.
lNokasaHo, YTO BANAHUE YNIbTpadUoneToBbIX NyYyen MHAYLUMpyeT obpasoBaHne
aKTUBHbIX GOPM KMCNOPOAA, YTO HaANPAMYK U ONOCPeAOBaHHO HapyLuaeT
cTpykTypy AHK, npuBoguT K notepe hyHKLUMN KIETOK KOXMW, HapyLlaeT MEeCTHbIN
UMMYHUTET, NOTEHUMpPYET AEeNCTBME MAaTPUYHbIX MEeTaNIoNPoOTENHAs, YTO
CMOCOO6CTBYET AerpagaLmu KonnareHa u UHrMbupoBaHUKo NpokonnareHa. Bee ato
BblpaXkaeTcs TeEMN N3MEHEHUSAMW, KOTOPbIe XapaKTepHbl AJ15 CTaperoLLen KOXMU.

YnbTpadronetoBoe nsnyyeHme TakxKe HAYLMpYyeT aHrmMoreHes yepes
aKTMBaLMIO BaCKYNSAPHOro aHpoTenManbHoro gpakrtopa pocta. OgHako aTu
HOBble cocyAbl 06M1afatoT BbICOKOW MPOHULAEMOCTbHO, YTO NPUBOAUT K KOXXHOMY
BOCMasneHuto, bnarogapsi Bbixogy U3 KPOBEHOCHOIO pycna Takmnx
BOCMannTesIbHbIN MegMaTopoB, KaK MHTEPNENKUH-8. 3TO YCKOPSeT paspyLLeHne
BHEKJ/IETOYHOIr0 MaTpMKCa 1 fanee YMeHbLUaeT KpOBOCHAOXEHNE KOXM B LLENIOM.
OnucaHHaga nocnefoBaTesibHOCTb USMEHEHUM MPUBOANT K HEAOCTAaTOYHOMY
MUTaHUIO KOXKW, €€ MOTYCKHEHUIO U CYXOCTH.

[MokasaHo, YTO Ha UHTEHCUBHOCTb CTapeHMUs! KOXKMN BIIUSIIOT U BHYTPEHHUE
thakTopbl, TaKMe Kak BO3pacT, FOPMOHbI, XpOHUYeCKMe 3ab60/IeBaHNUS U FreHeTuKa.

BbissBNeHHble BapWnaHTbl

leH BapuaHT Baw reHoTun

LOC105374069 rs322458 T/T
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[laHHOe coYyeTaHue BapnaHTOB NreHoB, OTBETCTBEHHbIX 3a NMPoLeCChbI
3aXXNBJ1IEHUA pPaH, a Tak>Xe reHeTn4eCckKn AeTepMmHMpoBaHHbIE
BHYTPEHHUNE OCOOGEHHOCTH perynaunn nosioBbiX U CTeponaHblIX rOPMOHOB,
accounmnpoBaHo C HopMaJibHbIM PUCKOM BO3HUKHOBEHUA KETONOHbIX

pyoL,0B.

KenounaHbi pybew, — aTo hunbpononmdpepaTtnBHoe paspacTaHme AepMbl B
pesynbTaTe HapyLUeHUs npolecca 3aXKmBrieHus paH. O6bl4HOE 3a)KMBJIEHME paH
BKJIFOYAET B cebs1 TOHKUI 6anaHc Mexxay 60/1blIMM KOJIMYECTBOM
B3aMMOAENCTBYHOLMX FEHOB 1 MONEKY/. B HopMe B npoLecce 3aXKMBEHUS KOXMU
eCcTb Tpu dasbl: BocnanuTenbHas, nponndepatMBHas 1 asa co3peBaHus pybua.
Kenona MoxxeT copmMuMpoBaTbCA Npy Ype3MEPHOM HaAKOMJIEHUM 6ENKOB
BHEKJIETOYHOIro MaTpu1Kca BO BpeMsi (ha3bl CO3peBaHuS.

KenouaHbll pybel NpeacTaBiseT co60M Wpam, KOTOpbIA pacTeT
6e30CTaHOBOYHO M MHBA3UBHO, BbIXOAA 3a NpeAesibl UCXOAHOW paHbl.
O6pa3sytoTcs Yalle Bcero B ny6epTaTHOM BO3PaCTe, Y XKEHLMH pUCK
yBENMYMBAOTCA BO BpeMsi 6epeMeHHOCTH, OAHAKO MOTYT yMeHbLUaTbCA B
pasmepax rnocsie MeHonaysbl. 3TO CBUAETENbCTBYET O BINSTHAM TOPMOHOB Ha
BO3HUKHOBEHME KENONAHbIX PyoLOB.

NMoMMMO 3TOro, NoKasaHo BAUsIHME TaKMX (haKTOPOB, KaK PacTs)KeHUe,
TpaBMaTu3aumsa wpama n uHpekuus. CemeliHble criydaun U pacnpocTPaHEHHOCTb
Kenouaa y 6IM3HeL0B TakxKe NoATBEPXKAAOT UAE reHeTUYECKO
BOCMNPUUMYUYNBOCTU K KENOUAHbIM pybLam. B HacTosiLee BpeMs npeanonaraetcs
ayTOCOMHO-AOMMWHAHTHbI TUM Hac/eoBaHNSA C HEMOJTHON NEHETPaHTHOCTbLIO U
BapbU PYIOLLENCS SKCNPECCUBHOCTbHO.

BbiABIeHHble BapUnaHTbl

leH BapuaHTt Baw reHotun
= rs873549 T/C
- rs1511412 G/G
BPESC1 rs940187 T/C
NEDD4 rs8032158 T/C
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3arap n 4yyBctBuUTeNIbHOCTb K UV-
N3NYy4YEeHUIo

O6Hapy>XeHHOe coYyeTaHne BapnaHTOB reHOB, OTBEYatoLMX 3a
MHOrOCTYNeHYaTbIN NPOLIECC CUHTE3a NMMIrMeHTa B KOXKe, CBA3aHO C
ageKkBaTHbIM OTBETOM Ha Bo3gencTeue YP-usnyyeHma B Buge
dhopMmpoBaHua 3arapa, YTo GopMUpyeT YMEPEHHYIO 3aLlLUTy OT
KpaTKOBPEMEHHOro Bo3aencTeus ynbtpaduonera.

[MurmMeHTaumns KOXn — 3T0 I'IpI/ICI'IOCO6l/ITeJ'IbeIl7I MeXaH13M, NO3BOJIMBLLUI
yesioBeKY afAanTnupoBaTbCA K noBpeXxagarowemy BO34ENCTBUIO
yJ'IpraCI)VIOJ'IETOBOI'O n3ny4vyeHunsd, 3allmLlas cebs OT CONTHEYHbIX 0XOroB.
OCHOBHbIM UCTOYHUKOM NMUIMEHTaL MK YenioBeKa ABNSAETCA MeNaHuH,
CVIHTe3I/IpyeMbIl7I BHYTPU M€J1TaHOCOM B MeJlaHOoUUTaxX.

CyliecTByeT Ba OCHOBHbIX TUNa MenaHuHa: peomMenaHuH (KpacHblii unu
XENTbIN) N 3yMeNnaHunH (Y4epHbI NN KopuyHeBbln). PeHoTUN 3arapa B
CcoYeTaHuu C LIBETOM BOJIOC, LIBETOM KOXXU U LLIBETOM rnas, NpeAcTaBisieT coO60M
BUAMMbIA DEHOTMN NUrMEHTaLUN.

3arap sBnsietcs GM3M0NOrMYECKUM OTBETOM Ha ynbTpaduonetoroe (YO)
N3ny4eHune conHeyHoro ceeta. YP-06nyyeHne yBenmyunBaeT Npon3BoACcTBO
SymMenaHunHa B NOMbITKE 3alWMTUTb KOXXY OT AasIbHENLLIEro NOBPEXAEHWS.
YyBCTBUTENBHOCTL K YD-U3NYYEHNIO KOXKM MOXET BapbMpoBaTbCS B
3aBMCMMOCTM OT y4acTKa U TUNa KOXXM YenoBeka.

Cnoco6HOCTb K ageKkBaTHOMY CUHTE3Y NMUIrMeHTa B KO>XXe BO MHOITomM
npeponpeaneneHa reHeTn4eCcku.
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BblABIeHHble BapunaHTbl

[eH BapuaHTt Baw reHotun
LOC105374875 rs12210050 T/C
GRM5 rs10831496 A/A
HERC2 rs12913832 G/G
IRF4 rs12203592 C/C
= rs966321 T/G
SLC45A2 rs28777 A/A
CDK10 rs258322 A/G
OCA2 rs7495174 A/A
LOC107984363, TYR rs1393350 A/G

83



499004

06060000t bbbbbtbtbtttttttotttttttttttttttttttttttttttbsttttttttsttttttttttttsttttbtttttssdtsdso 9904
IR PP PR PRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRRR R RO PR RRR R RN R R RO RO OO ﬂ.pyr“e NPU3HAKN  4e4eeeeteeed

CoueTaHMe BapMaHTOB reHOB, KOTOPbIe PerympyroT NpoLecchl
K/TIeTOYHOrO JIeNIeHNs U rMbenu, a TakXe 3afelMcTBOBaHbI B NpoLeccax
OHKOreHes3a, acCoLMMPOBAHO C HOpMasibHbIM PUCKOM 06pa3oBaHuUs
HEBYCOB Ha KOXe.

HeByc (poanHka) — go6pokayecTBEHHOE 06pa3oBaHMe KOXU, MpeacTaBNeHHOe
rPYNnon HEBYCHbIX KIETOK, COAEPXXALLMX B 60/IbLLIOM KOJIMYECTBE MUIMEHT
MenaHuH. HeBychbl paznuyatoTtcs no Gpopme, pasmepy, LBETY U Konu4yecTsy. B
60NbLUMHCTBE C/lyYaeB 3TO CUMMETPUYHbIE 06pa30BaHNSi MeHee 6 MM B
AMaMeTpe, OKPYrioi unun oBasnbHon GopMbl, C POBHO MOBEPXHOCTbLIO.

HeBychbl Yallie 06pa3ytoTcsi Ha yyacTKax, 6oee NoABEPXKEHHbIX BIUAHUIO
COJIHEYHOr 0 U3MyYEeHUS — IPYy/ib, BEPXHME U HUXKHNE KOHEUYHOCTH, ropasfio pexe
Ha JTafOHSIX, CTYMHSX U HOFTEBOM JoXKe. Y NPUGAN3UTENIbHO TPETU AETEN U
B3POC/bIX HEBYCbI pacnosiaratoTCsl Ha CKasbne, YTO CYMTAeTCA MapKepoMm
60/1bLLIEr0 KONMYECTBA HEBYCOB Ha KOXe B LieSIoM. He cMOTps Ha To, 4To Mo
onpeneneHunto HeBYCbI ABASOTCS 06pOKaYeCcTBEHHbIMY 06pa3oBaHUAMMU,
HEKOTOpble U3 HUX CO BPEMEHEM MOTYT CTaTb 3/lI0Ka4YeCTBeHHbIMU. JTroam ¢
60/IbLLIMM KONMMYECTBOM POAMHOK Ha KOXXE BXOASIT B FPYnny NOBbILEHHOIO puUcKa
Pa3BUTUA MeNTaHOMbI U AOJHKHbI n36eraTb Ype3MepPHOro BANSHUS CONHEYHbIX
ny4yen, a TakxKe NepuoanYecKn NpoxoanTb AepMaTocKonnyeckoe obcriegoBaHme.

HeBycbl 6b1BatoT BPOXAEHHBIMU U MPUOBGPETEHHbIMWU. BpoXKAeHHble HEBYChI
BO3HMKAKOT BCNeACTBUE SMOPUOHANBHOIrO POCTa, FeHETUYECKUX OCOBEHHOCTEN, a
TaK)Xe COCTOSIHUA 340POBbs MaTEPU: HaNMune ropMOHaNbHbIX HApPYLUEHUN,
nHdekumnmM MoyenonioBoro TpakTa. Ha o6pasoBaHune HEBYCOB C BO3pacToM, a
TaK)Xe Ha UX KOJINYECTBO, BAIUAIOT CTEMEHb NOABEPXKEHHOCTH
yNbTpaduoneToBOMY U3NYYEHUIO, B TOM UYNCIE UCKYCCTBEHHOMY (Consipuit),
theHoTUNNYeckmne 0cCo6eHHOCTH (TFOAMN CO CBETIION KOXEN CKNOHHbI UMETb
60/blUee KOJIMYECTBO HEBYCOB), TEPMUYECKME OXOIU U Apyrue TpaBMbl KOXH,
ropMOHasibHble HapyLeHWs, Hanuumne Taknux 3aboneBaHNin Kak TOKCUYECKUI
anuAaepManbHbIi HEKPONN3 U B6YNNIE3HbIN ANMAEPMON3, @ TaKXe
HacneACTBEHHOCTb.
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BbisiBNEeHHble BapUaHTbI

leH BapuaHTt Baw reHoTun
LOC107987026 rs4636294 A/G
PLA2G6 rs2284063 G/G

85



2228 [pyrve npusHaku

b & 4
>P
>4
* ¥
>
>
+9
*9
L &4
*9
>
*&
>
L &4
>
+9
*9
*9
*9
>
>4
>
*9
>
*>9
*&
*>9
*9
>
>
+9
*9
>
>4
>4
>9
*9
>
>
+9
*9
L &4
*9
>P
>4
* ¥
L &4
>
+9
*9
*9
*9
>
*&
>
L &4
>
*>9
*&
*>9
*9
>
>4
>
*9
>
>4
>4
>9
*9
>
>
+9
*9
L &4
*9
>P
>4
* ¥
>
>
+9
*9
*9
*9
>
*&
>
L &4
>
+9
*9
*9

Y nogen ¢ BallMM reHOTUNOM CpefHUN AnamMeTp BOAbIPA nocne ykyca
KomMapa 06bl4HO MeHbLLEe 3 MM.

JTropei kycatoT TONbKO CaMKM KOMapoB. [MuTaTenbHble BELLECTBA B KPOBU
YyenoBeKa HYXHbl UM N5l MPOM3BOACTBA U pa3BuTUS aul. Camubl NUTatoTCs
UCKJTIOUUTENBHO LIBETOYHBbIM HEKTAPOM.

BbiABIeHHble BapunaHTbl

leH BapuaHT Baw reHotun

BBS12 rs377070 G/C

- rs3134995 T/C

CSF2RB, rs5750339 G/C

LOC105373023

PDLIM4 rs55722650 T/C

LOC107984526, IFNG- rs2906856 T/C
AS1

- rs11751172 T/C

DARS1 rs6754311 C/C

- rs143626010 -/-

FOXK1 rs7793919 T/T

- rs62447171 G/G
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He BblIsiB/IEHO coYyeTaHUA BapunaHTOB, Npu1 KOTOPOM MNoBblLLIAETCA

npeapacrnonoXXeHHOCTb K pa3BUTUIO anneprum B OTBET Ha KOHTAKT C
NblSIbLON TPaB.

Y HeKOTOpbIX NOAEeN NPOABASETCA anjeprusa Ha NbifbLy HEKOTOPbIX PaCTEHUI BO
BpeMs ux LuBeTeHusi. Cpeam NposiBIEHMIA anfieprmyeckon peakunm 3y B rnasax,
crne3oTeyeHune, HaCMOPK, YMXaHue, MHOrAa NPUCTYNbI yAYLIbS.

BblABIeEHHble BapunaHTbl

leH BapuaHT Baw reHotun
= rs7775228 T/T
- rs2155219 T/T
= rs17513503 C/C
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CTpoeHune pagy>XXKu: MMrMeHTaLunsa BOKpyr
3payka

TecT onpenenun y Bac BapuaHT reHa SLC24A4, npn KOTOPOM NMUITMEHTHOE
KOJbLO BOKPYr 3payka BblipaXX€Ho C/1abo Mn NOSHOCTbIO OTCYTCTBYET.

LiBeT rnas — okpacka pagy>Kku BoKpyr 3padka. Pagyxka conep>XuT KNeTku ¢
MUMrMEHTOM MeNaHNHOM, KOJTMYECTBO KOTOPOro 1 onpeaensieT useT rnas. Mpu
HW3KOM KOHLEHTpaLMK MenaH1Ha y rnas rosiyboi uBer.

BbiBIEHHbIE BapunaHTbl

leH BapuaHT Baw reHoTun

LOC105370627 rs12896399 T/T
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*9

TecT onpepenun y Bac BapuaHT reHa ABCC11, npyn KOTOPOM 06bIYHO
BJI@)XHbIW TUM YLLHOW Cepbl.

Mpun YMCTKe ywei Ha BaTHOM Nanoyke OCTaeTCsi BELLECTBO CEpOro uam
XEeNTO-KOPUYHEBOIO OTTEHKOB. JTO YLIHasA cepa, KoTopas 3aliuaeT yxo oT
nHdekunin n nospexaeHunin. Cepy BblAeNsAOT KNETKU HapY>KHOIO CIyXOBOro

npoxofa Henogasneky oT YLWHOW paKOBUHbI.

BbiAB/IeHHble BapUnaHTbl

leH BapuaHT Baw reHotun

ABCC11 rs17822931 C/C
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TecT BbiIABUN y Bac BapuaHTbl B reHax ADIPOQ n ARL15, koTopble
yKasblBarOT Ha BEPOATHOCTb CpefiHero YpoBHSA afiMNOHEKTUHA.

AAVMNOHEKTUH — 3TO FOPMOH, KOTOPbI BbipabaTbiBatOT KNETKM XUPOBOWN TKAHU
aaunounTbl.

BbiABNIEHHbIE BaPWUaHTbI

MeH BapuaHT Balu reHoTvn
LINC02043 rs266717 T/T
EIF4A2 rs1426810 G/G
= rs1648707 A/A
ARL15 rs4311394 G/G
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YpoBeHb peTanibHOro reMornobuHa Bo
B3pPOCJ/IOM BO3pacTe

TecT BblABUN y Bac BapuaHTbl B reHax BCLT11A, MYB 1 Ha yyacTke HBSTL-
MYB, koTopble ykasblBatOT Ha BEPOATHOCTb HU3KOIo YPOBHSA dheTanbHOro

remMorsio6uHa.

Mpu gbIXaHUN KNCITIOPOA N3 NNEFKUX C TOKOM KPOBU MEPEHOCUTCS B TKaHWU: B
3PUTPOLMTAX COAEPXKUTCA 6€N0K FreMOrI06MH, KOTOPbI OTBEYaeT 3a
TPaAHCMOPTMPOBKY. [eMOrno6mH 6bIBaeT HECKOIbKMX BUAOB, YyPOBHU KOTOPbIX

3aBUCAT OT BO3pacCTa 4YeJloBEKa.

BbiABIeHHble BapunaHTbl

MeH BapuaHT Balu reHoTun
HBBP1 rs10128556 C/C
BCL11A rs4671393 G/G

- rs9402686 A/G
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BbisiBnieHbl BapnaHTbl B reHax ABO u IL6R, KOTOpble oTBeYaroT 3a
NOBbILLEHHbIN YPOBEHb MHTEPIENKMHA 6.

NHTepneinkuH 6 (UJ1-6) — 6€10K MEXKIETOYHOr0 B3aMMOAENCTBUS, 06bIYHO
BblAeNAIOWNNCA Npu BocnaneHnu. BnuseT Ha opraHbl U CUCTEMbI OpraHu3ma —
AEeNCTBYeT KakK MOLLHbIN akTuBaTop
runoTanamMo-rmnodusapHo-HaAno4Ye4YHMKOBOM CUCTEMbI, CTUMYNNPYET CeKpeLnto
COMaTOTPOMNHOro rOPMOHa, NoAaBndAeT ceKpeLnto TMPpeoTpPonHOro ropmoHa. UJi1-6
CUHTE3MpyeTCs NPeMMyLLLECTBEHHO B UMMYHHbIX KfleTKax, a Tak)Ke B KleTkax
MbILLEYHOWN TKaHW.

"naBHas ¢yHKumsa UJ1-6 — 3awwmTa opraHnama. benok 6bICTpo BblpabaTbiBaeTCs
B OTBET Ha MHDEKLMN U NOBPEXAEHUS TKaHEN, CTUMYNUPYS NPoLecChl
BOCIMasieHus, KpOBETBOPEHUSA U UMMYHHbIX peakuui.

NJ1-6, BbIgENAOWMIACA B TKAHAX MblLUL, BO BPEMS TPEHUPOBOK, CNOCOOCTBYET
MbILLIEYHOMY POCTY U pereHepauunm.

HecmoTps Ha BaxXHOCTb UJ1-6 Ana opraHmMama, ero n3bbiToO4HOE NPON3BOACTBO
CMOCO6HO BbI3biBaTb ayTOMMMYHHOE NoBpexaeHune TkaHen. UJ1-6 ctumynmnpyet
BOCMannTesibHble U ayTOUMMYHHblE NPOLeCcChbl NPU TakKUX NaTonormsx, Kak
AnabeT, cuCTeMHasi KpacHas BOlYaHKa, peBMaTOUAHbIA apTpUT, HEKOTOpble
BUAbl OHKOJIOTMYECKUX 3a60/1eEBaAHN.

BblABIeEHHble BapnaHTbl

leH BapuaHT Baw reHotun
IL6R rs4129267 C/C
ABO rs923383567 A/C
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TecT onpefenun y Bac BapuaHT Ha yyacTKe Mexnay reHamu ZEB2 u
PABPCP2. Y ntogen ¢ BallMM reHOTMNOM OObIYHO HM3Kas BEPOATHOCTb
ynxatenbHoro pednekca npu nonagaHn ApKoro CBeTa Ha ceTyaTKy

rnasa.

HeKOTOpre K04 YnXatkoT npu Bbixoae N3 TeMHOro nomMeuwleHna Ha ocBeleHHyro
COoJTHUEM ynunuy nnun npu BKJIK4EHUN APKOIro CBETa. CK/TIOHHOCTb K Takom
peakunn 3ajioXXeHa B reHax.

BbiABIeHHble BapunaHTbl

leH BapuaHTt Baw reHotun

- rs10427255 T/T
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JTroau ¢ BalLMM reHOTUMOM Yallle paBHOAYLWHbI K 6€10MYy BUHY.

YueHble npegnonaratoT, YTO BNepBble BUHO MOSIBUIOCH Ha TEPPUTOPUU
coBpeMeHHom 'py3umn npmbnunsutenbHo 9 000 neT Hasag,

LNa HEKOTOPbIX KYNbTyp BUHO — HE TOJIbKO UCTOYHUK Aoxona. B BaTukaHe,
HanpuMmep, 3TOT HaNUTOK UCMONb3YIOT B PENIUTMO3HbIX LieNdax, Ha 0gHOro
yenioBeka B rof, npuxoauntcsa 6onee 54 nMTpoB BMHA.

BuHa pa3gensatoT nNo cogepyXaHuUIo ankorosia U caxapa, CopTy BUHoOrpaga u no
uBeTy.

BbissBNIeHHble BapUnaHTbl

leH BapuaHT Baw reHoTun

HLA-DOA rs9276975 C/C
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CTpoeHune pagy>XKu: KOHTPaAKLMOHHbIE
60po3abl

TecT BbiABUN y Bac BapuaHT reHa TRAF3IP1, KOTopbl OTBeYaeT 3a ApKO
Bblpa)eHHble KOHTPaKLNOHHbIe 60p03A4bl B pagyXKe.

Pany)xHasa o6o104Ka rnasa (pafy)kka) — cfioXxHast TKaHb. K anemeHTam, 13
KOTOPbIX COCTOMUT 060/104Ka, OTHOCAT KOHTPaKLMOHHble 60p03/bl. 9TO KOJbLia
BO3/1e BHELLHEro Kpasi pagy><kKu, KoTopbie 06pa3ytoTcs Npy pacLUMPEHUM U
CY>K€HUU 3payKa M3-3a TOro, YTo paay>KHasi 060/104Ka rfasa To pacrnpaBnsieTcs,

TO cobupaeTcsl B CK1aaKu.

BbissBNEeHHble BapUnaHTbl

leH BapuaHTt Baw reHoTun

TRAF3IP1 rs3739070 A/A
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[lna nofen ¢ BallMM reHOTUMNOM xapaKkTepHa rpynna S/s (mpucyTcTeytoT
aHTureHbl S n s). AHTUreHol M u N He 6b1nKn onpeaeneHbl FeHeTUYECKUM

TeCTOM.

pynnbl KPOBU — 3TO TUMbI KPOBU, KOTOPbIE YCNOBHO BbIAENSAOT B 3aBUCUMOCTH
OT Hanuumsa cneunduuecknx MoneKyn, Cnoco6HbIX Bbi3blBaTb paspyLleHme
apUTPOLMTOB U TpoM60oO6pasoBaHue. pynny KpOBU MOXHO ONpeaennTb Kak B
naéopaTopuu Npu aHannse KpoBM, Tak U FEHETUYECKMN.

BbissBNEeHHble BapUnaHTbl

leH BapuaHTt Baw reHoTun

GYPB rs7683365 A/G
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Pasmep rpyaum

TecT He onpepenun y Bac BapuaHTbl B reHax ZNF703, INHBB, ESR1,
ZNF365, PTHLH n AREG, KoTopble oTBeYaroT 3a NpeapacnoOXEHHOCTb K
60MbLIOMY pa3Mepy rpyau.

Pa3smep rpyav onpenensieTcs no AByM napameTpam: OKPY>XXHOCTU rpyaAHOW
KJTETKM NMoJ MOMOYHbIMM XKenesamMu n 06xBaTy No caMblM BblAaOLWMMCS TOYKaM

rpyau.

B HoOpMe MOsI04Hble Xene3bl COCTOAT B OCHOBHOM U3 XXUPOBOM TKaHW. [1oaTomy
yeM 60JbLLe BECUT XEHLLMHA, TEM KpYyMnHee y Heé rpyab. MN10THOCTb rpyan
onpeaensieTcs He TONIbKO K/eTKaMn XXNPOBOM TKaHW. 3Ta XxapaKTepucTuka
CBsi3aHa C PUCKOM pa3BUTUA pakKa MOJIOYHbIX XXeJlE€3: YeM Bbllle MIOTHOCTb
MOJIOYHbIX XeJie3, TeM Bbille PUCK. Y XEHLUMH C HOpMaibHbIM BeCOM (MHAEKC
Macchbl Tena MeHblue 25) 1 pa3sMepoM Yallku 6rocTranbtepa D puck paka
MOJIOYHbIX XeJIEé3 NOYTWN B [Ba pa3sa Bbille, YEM Y XEHLLNH C TaKUM Xe BECOM, HO
MaJieHbKOW rpyablo.

HacnefctBeHHOCTb BO MHOIOM onpegensaeT pasmep rpygn. B 56% cnyyaes
pasMep rpyau y ogHosLeBbIX 6JIM3HEL,0OB COBNAfaeT, BHE 3aBUCUMOCTM OT UX
Beca.

BbisBNEeHHble BapPWUaHTbI

leH BapuaHTt Baw reHoTun

= rs7816345 T/C

- rs4849884 C/C

= rs17625845 T/T

- rs12173570 C/C
ZNF365 rs7089814 T/T

- rs12371778 C/C
LOC107986229 rs62314947 T/C
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CTpoeHMe pagyXKu: Hanuume KpunT

TecT BblABUN y Bac BapuaHT reHa SEMA3A, npu KOTOPOM yalle
OTMeyYaeTCs Manoe KOJIMYeCTBO KPUNT B pafy>XXKe Ui X NosHoe

OTCYyTCTBMeE.

KpunTbl — yrny6neHns B NOBEPXHOCTU pafy>KKK, KOTOpbie AatoT er AOoCTyn K
NMUTaIOLLLEN XXUAKOCTU. Y MYXUYMH B cpegHEM 60JbLle KPUNT B padyXKe, YeM Yy

YKEHLLVH.

BblABIeEHHble BapunaHTbl

leH BapuaHT Baw reHotun

SEMAS3A rs1533995 A/A
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TecT BblABMN y Bac BapuaHTbl B reHax |IL6, CRP n HNF1A, koTopble
yKa3biBatoT Ha BEPOATHOCTb MOHM)KEHHOIO YPOBHSI C-peakTMBHOIO 6enkKa.
[lna Bac NOHUXEHHbIe NoKasaTenn MoryT 6bITb HOPMOW.

C-peakTuBHbI 6enok (CRP) — 6enok, KOTopblii CUHTE3UPYeTCs B NeYEHU B OTBET
Ha BocnaneHue. YposeHb CRP 6bICTpO yBennyMBaeTCAa B OTBET Ha TPaBMY U
NHDEKLMN U CHUXKAETCA NO Mepe CTUXaHWUs aTux npoueccos. Mpu
BOCMNanuTesibHbIX Npoueccax KoHueHTpauus CRP B nnasme KpoBU OTKITIOHAETCSA
KaK MMHUMYM Ha 25%, a HeKOTopble MHGEKLMM CNOCO6HbI MOBbIWATb ero
YPOBEHb B TbICAYY pas.

BbiABIeEHHble BapunaHTbl

leH BapuaHT Baw reHoTun
HNF1A rs7310409 G/G
- rs3093059 A/A
- rs2097677 G/G
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MeTabonmam cnapxm

[nsa ntogen ¢ BalmMm reHoTUNOM XapaKTepHa cpefHSs YyBCTBUTENbHOCTb
K HENPUATHOMY 3anaxy MoYum nocne ynoTpedbneHus cnapXxu. 3To CBS3aHO
Cc BapnaHTamMu reHa OR2M7.

HekoTopble noan 3aMeyvaroT, YTO Nocsie YNoTPe6bneHns crnapxXm 3anax Mouu
MeHsieTCcs. 9Ta 0COBEHHOCTb 3anoxeHa B [JHK.

BbiBIEHHbIE BapunaHTbl

leH BapuaHT Baw reHoTun

- rs4481887 A/G
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[na niogen c BalmMM reHOTUNOM XapakTepHa rpynna kposwu Dia-Dib+
(npucyTcTBYET TONbKO aHTUreH Dib).

pynny kpoBu [lnero o6pa3sytoT gBa aHTureHa — Dia un Dib, pacnono)eHHble Ha
MOBEPXHOCTU KPACHbIX KPOBSIHbIX K/TIETOK KPOBU (3pUTPOLUTOB). AHTUIEHbI
MOryT NPUCYTCTBOBATb Yy YeniloBeka BMeCTe, Mo O4HOMY U/ OTCYTCTBOBAaTb
COBCEM.

Dia—nonoxutenbHasa rpynna KpoBW valle BCTpevaeTcs y npeacrasuTesnen
MOHIOSIONAHOWN pacbl U aMepUKaHCKUX nHaenues n coctasnseTt ot 12 oo 36%. B
KpOBW eBponeonaoB 1 adbpukKaHLEB 3TOT aHTUTeH NPaKTUYECKN He
obHapyxnpaetcs. AHTUreH Dib BcTpeyaeTcs B 60/bLLUMHCTBE NONYASALNIA.

AHTUreHbl Di MOryT npoBoUMpOBaTb peakunto UMMYHUTETA U, MPU UX
HecoBMafeHNUM y MaTepu 1 pebeHKa, MOryT NPUBECTU K Pa3BUTUIO
reMonNnTUYEeCKom 601e3HM Noaa, a Npu nepesmMBaHn HECOBMECTUMOW KPOBU —
Bbl3BaTb CEPbE3HbIE OC/IOXKHEHMSI.

BbiABIEHHblE BapnaHTbl

leH BapuaHT Baw reHoTun

SLC4A1 rs2285644 G/G
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[lernppoannaHapocTepoH cynbdaT

Mpu faHHOM FeHOTUMNE KOHLIEHTPaLUs AernapoanmaHapocTepoHa
cynbdaTa Yallle HaxoAUTCA Ha cpefHEM YPOBHe.

HernapoanvanapoctepoH-cynbdat (A9AC) — 3TO0 rOpMOH, KOTOpPbIit
BblpabaTbiBaeT Kopa HaANno4Ye4YHUMKOB. HaanouyeuyHnkn — xenesbl,
PacnosiIoXXeHHble Haj, MoYKaMM.

BbiABIeHHble BapunaHTbl

leH BapuaHT Baw reHotun

ZNF789 rs148982377 T/T
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DoNNMKYNOCTUMYSIUPYHOLLIUIA FOPMOH

Mpy faHHOM reHoTMNEe KOHUEHTpaumsa GonanKynocTUMMyINpyoLWero
FOPMOHa Yallie HaxoAWUTCS Ha CpefHEM YPOBHe.

donnukynoctTumynupyrowwmii ropMoH (OCIN) — aTo ropMOoH, KOTOPbIN BblaensieTcs
B runoduse — LeHTpanNbHOM 3HAOKPUHHOM OpraHe B roJIOBHOM MO3re.

BbiABNIEHHbIE BaPWUaHTbI

leH BapuaHT Baw reHoTun

LOC105376607 rs11031005 C/T
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JIFOTEMHN3NPYIOLWKUN TOPMOH

Mpy faHHOM reHOTMMNE KOHLEHTPaUMA NIOTEUHU3UPYHOLLErO FOPMOHaA
Yallle HaxoAMTCSst Ha CpeiHEM YPOBHE.

JTroTenHnsupyrowmii ropMoH (J1N) — 3To ropMOH, KOTOpPbIN BblAENAETCS B
runodunse — LeHTpasbHOM 3HAOKPUHHOM OpraHe B rOfIOBHOM MO3re.

BbiABNIEHHbIE BaPWUaHTbI

leH BapuaHT Baw reHoTun

LOC105376607 rs11031002 A/T
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[ NOOYNVMH, CBA3bIBAOLWW M MOJIOBbIE
FOPMOHDI Y XXEHLLINH

Y Bac npegpacnosioXXeHHOCTb K CpeAHEMY YPOBHIO MMO6YNNHOB,
CBSA3blBalOLMX MOSIOBbIE TOPMOHbI. 3a 3TO OTBeYaeT BapuaHT reHa SHBG.

[TOPMOH-CBAI3bIBaOLLNI FNOBYINH — 3TO 6€N10K, KOTOPbIA CUHTE3UpYyeTCs
KNleTKaMu NevyeHn n LpKYInpyeT B KPOBU. B )XeHCKOM opraHmame acTpagunon —
OCHOBHOWM FOPMOH, C KOTOPbIM B3aUMOLENCTBYET 3TOT rMo6ynnH. AcTpagmon —
rNaBHbINA XXEHCKUI MOSI0OBOM FOPMOH, KOTOPbIW perynupyeT pocT U pasButue
pPenpoAyKTUBHON CUCTEMDI. TakxKe rNobynH CBA3bIBAET MYXCKUE NOMOBbIE
rOPMOHbI, KOTOPbIe MPUCYTCTBYIOT B XXEHCKOM OpraHusme.

BbisBNEeHHble BapPWUaHTbI

leH BapuaHT Baw reHoTun

- rs727428 T/C
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Mpu faHHOM FreHOTUMNE KOHLIEHTPaLUs aCTpaamnona vyalle HaxoanTcs Ha
cpeaHeM ypoBHe.

9CcTpaanon — OCHOBHOW XXEHCKUI NOJIOBOM FOPMOH. Y XXEHLLMH ero NnpousBogsaT
SANYHUKWN, @ Y MYXXYUH — AIUYKN, HO B 3HAUYUTENIbHO MeHbLLEM KoinyecTBe. Tak
KaK IMYKN HE CUMHTE3MPYIOT AOCTAaTOYHOIo KOIMYecTBa 3CTpaanona, bonbluas
4YaCTb 3TOr0 FOPMOHA Yy MY>XYMH 06pa3yeTCa U3 MY>XCKUX NMOJIOBbIX TOPMOHOB —
TeCToCTepoHa U aHapoCTeHANOHA. [TponcxoauT 3TO B XKUPOBOW TKaAHU, MO3re U
neyeHun. Tak)xe HeH6ONbLLIOE KOIMYECTBO 3CTpagmona obpasyetca B
HaAMno4YeyHMKax He3aBMCMMO OT Mnona.

BbiABIeHHble BapunaHTbl

leH BapuaHTt Baw reHotun
ANO2, rs117585797 C/C
LOC105369621
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[lporecTtepoH

Mpu faHHOM FreHOTUMNE KOHLIEHTPaLUS NporecTepoHa yalle HaxoaMTCs Ha
cpeaHeM ypoBHe.

MporecTepoH — rOPMOH, KOTOPbI CUHTE3UPYIOT HAANOYEYHUKM U XKENTOE TENO —
BpeMeHHas 3HAOKPUHHas Xeesa, KoTopas 06pasyeTcs B XXEHCKOM OpraHusme
BO BTOPOW NOJSIOBUHE MEHCTPYasbHOMo LMKNa.

BbiABIeHHble BapunaHTbl

leH BapuaHT Baw reHotun
ZKSCANS rs34670419 G/G
- rs112295236 Cc/C
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TecT He onpepenun y Bac BapuaHTbl B reHax MC1R, TYR, OCA2, BNC2,
IRF4 n ASIP, koTopble oTBe4YaloT 3a NosABIEHNE BECHYLLEK.

BecCHyLKN — HebOoMbLUME NSITHA YYyTb TEMHEe 06Lero ToHa KoXxu. Hanmume
BECHYLUEK — He NpuU3HaK 3abosieBaHus, a nokasaTesb 60MblUeN
BOCMPUUMYUYNBOCTU KOXMU K YNbTpaduosieToBoMy CBETY.

BeCHyLIKM Yalle BO3HUKAIOT Y NII0AeN CO CBETION KOXeEW, B KOTOPON MeHbLLe
CBETO3alLUMTHOrO NUrMeHTa, HO MOTYT NOABMATLCA U Y NKOAEN CO CMYT/IOM KOXEWN,
ny adppukaHues. JIlO4SM C BECHYLLKaMM CTOUT Yalle UCrnonb3oBaTb
COJIHLIE3aLUNTHbIN KpeM 1 n3beraTb A0OJIFOro NpedbbiBaHUA Ha COSTHLE.

B oTnnymne oT poAnHOK n APYTMX MMrMEHTHbIX NATEH, BECHYLUKN — 3TO HE
pa3pactaHnAa MMrMeHTUPOBAHHDbIX KJ1ETOK. Knetku BECHYLWIEK MO NAOTHOCTU HE
OT/NINYAKTCA OT OCTaJ/IbHbIX Y4aCTKOB KOX>XU, MPOCTO OHU Bblpa6aTbIBaI-OT 6onbLue
nurMmeHTa MenaHunHa. UMeHHO OH OKpalumBaeT BECHYLIKHN B 60s1ee TEMHbIN LBET.

BblpaboTKy MenaHMHa CTUMYIMPYET yNbTpaduonieT, NOSTOMY BECHYLLKN sipye
BCEro NposiBNIAKOTCA BECHOW U CBETNEHOT K 3UMe. Y MNnaAeHUEB BECHYLLEK MOYTH
He 6bIBaeT, OHM HAYMHAIOT NOABNATLCA K 4—6 rogam, a nocne TpuauaTtu net
YMCIO BECHYLLEK NMOCTEMEHHO YMEHbLLAETCS.

BbiAiB/IEHHbIE BapWnaHTbI

leH BapuaHT Baw reHoTun
MC1R rs1805007 C/C
MC1R rs1805008 Cc/C
AFG3L1P rs4785763 C/C
LOC105374875 rs1540771 T/T
LOC107984363, TYR rs1042602 A/C
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[na ntogen c BalmMM reHOTUNOM XapakTepHa rpynna kposu Jka-Jkb+
(npucyTcTBYeT TONbKO aHTUreH Jkb).

pynna kpoBu Knpa 6bina oTkpbiTa B 1951 rogy — y XXeHWwmMHbl Mo paMunum
Knan HOBOpPOXXAEHHbIN pebeHOK cTpaaan reMonnTu4yeckon 601e3HbIo, M Bpaun
CTann UcKaTb NPUYMHY. AHTUIEH B 3pUTPOLMTaX, KOTOPbIN CNpoBOLMpOBan
pasBuTHe 3aboneBaHus, 6bia HakgeH n 0603HaYeH Kak Jka. [loTom Halwnm
BTOPOW aHTUreH 3Ton cuctemol — Jkb.

AHTUreHbl Jka n Jkb nepepgatotca no HacneacTBy U BCTpeyaroTcs y 25% nroaen
(3a ncknoyeHnemM adprKaHLUEB — Y HUX 3HaUYUTENbHO Yallle BcTpedaeTtcs Jka). Y
50% ntogen B apuTpounTax HaxoaaTcs oba aHTUreHa. AHTUreHbl U aHTUTeNa
cuctemMbl Knga mMoryT Bbi3biBaTb reMOSIMTUYECKYHO 601€3Hb HOBOPOXAEHHbIX U
OCJTI0XXHEHUSA NMPU MHOTOKpaTHOM rnepenmBaHNUM HECOBMECTUMOWN KPOBU U
TpaHCcnaHTaunm opraHoB.

BbiAB1IeHHble BapunaHTbl

leH BapuaHT Baw reHoTun
LOC105372093, rs1058396 A/A
SLC14A1
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044 00000006044
sese Llpyrvie NpusHaku 333585358444

TecT onpepenun y Bac KOMOMHaLMIO FreHOB, MPU KOTOPOWN POCT 06bIYHO
cpeaHun.

PocT faBHO nHTepecyeT y4eHblX. JTloan oTNnM4YaroTCs no pocTy Kak BHYTPU O4HOWM
nonynauunm, Tak n Mexay nonynaunamu. fonnaHgubl, HanpuMep, B cpegHeM
Bbllle KUTaWLEB.

BbiABIeHHble BapunaHTbl

leH BapuaHT Baw reHotun
ZBTB38 rs724016 A/A
ADGRG6 rs4896582 A/G
H2AC9P rs10946808 A/A
HHIP rs1492820 A/G
TRIP11 rs8007661 C/C
LIN28B rs314277 C/C
DOT1L rs12986413 A/T
SH3GL3 rs2562784 A/A
- rs9650315 G/G
CDKe6 rs2040494 T/C
HMGA2 rs1042725 T/C
UQCcC1 rs6060369 C/C
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[ pynna KpoBW No cucteme Kenn:
aHTureHol Kenn n HYennaHo

[nsa ntogen c BalnM reHOTUNOM XapaKTepHa rpynna kposu K-k+
(npucyTcTBYET TONbKO aHTUreH k).

'pynna kpoBu Kens coCTOUT U3 25 aHTUINEeHOB U, MO Mepe Hay4YHbIX OTKPbITUN,
nepuoamyecku fononHsietcss HoBbiMKU. AHTUreH Kenn (K), oTKpbInu nepebiM, B
1946 ropy, B apuTpounTax pebeHka no pamunum Kenn, ctpagatoLlero
reMOJIMTUYECKOM 6ONEBHbIO.

Jltopen Havanu AennTb Ha NONOXXUTENbHbIX U OTpUUaTENIbHbIX MO aHTUreHy K, Ho
CKOPO BbIAICHUOCD, YTO Y «OTPULLaTENIbHbIX» JTIFOAEN He MPOCTO OTCYTCTBYET
aHTureH K, a npucytctBytoT gpyrue — k unu YennaHo. bbiBaeT, 4To y YyenoBeka
NPUCYTCTBYIOT 06a aHTUreHa ogHoBpeMeHHo. dakTop YennaHo pacnpocTpaHeH B
nonynauuu wupe, yem Kenn.

N3 nByx dpakTopoB Hanbonee akTuBeH GakTop Kens, noaToMy oH UMeeT 60Jibluoe
3HayeHne ans nepennuBaHUa KPOBW, TPAHCMIAHTaL MK OPraHoOB U UrpaeT BaXkKHYHO
POJib B MPOUCXOXAEHUM FreMOJIMTUYECKOIN 60N1E3HN HOBOPOXKAEHHbIX. B cnyx6ax
KpoBM 06s3aTeNIbHO ONpeaensatoT Hannume aHtTureHa Kenn.

BbiABIEHHblE BapunaHTbl

leH BapuaHT Baw reHotun

KEL rs8176058 G/G
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[ pynna KpoBu no cucteme Ken:
aHTUreHbl NeHHN n PayTeHb6epr

[na ntogen ¢ BalmMM reHOTUNOM XapaKTepHa rpynna kposu Kpa+Kpb+
(npucyTcTBYIOT 06a aHTUreHa Kpa u Kpb).

'pynna kposu Kenn cocTouT U3 25 aHTUreHOB 1 Nepuoanyeckn fonosHAeTCA
HoBbIMU. Cpean HKX, nocne pakTopoB Kenn—YennaHo, BaXHyo posib UrpatoT
aHTureHbl NeHHmn (Kpa) n PayteH6epr (Kpb).

AHTUreHbl lNMeHHM 1 PayTeH6epr MOryT NpoOBOLMPOBAaTb peakumto UMMYHUTETA U,
npwn Nx HecoBnageHUn y MaTtepu n pebeHka, MOryT NPUBECTU K pasBUTUIO
reMonMTUYecKon 60ne3Hn NNoLa, a Npu nepenBaHNmM HECOBMECTMMOMN KPOBM U
TpaHCnaHTaunmM opraHoB — Bbl3BaTb Cepbe3Hble OCNOXHEeHUA. HO Takune
peakuMn BO3HUKAIOT pexe, YeM B nape aHTureHoB Kenn—YennaHo, 1 B OCHOBHOM
y HOCUTesnen aHTureHa lNeHHu.

BblABIeHHble BapunaHTbl

leH BapuaHTt Baw reHotun

KEL rs8176059 A/G
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TecT He onpepenun y Bac BapuaHT reHa IRF4. Y nrogen ¢ Bawmm
FeHOTUNOM O6bIYHO BONIOCHI CEAE0T MO3XKEe N MEHEE NHTEHCUBHO.

XO0Tsl cefiHa 1 accoLUMMpyeTCsl CO CTAapOCTbHO, CEpeBPUCTbIE BOJTOCHI
BCTPEYaloTCA M Y MOMOAbIX NIKOAEN, a B peAKuUX cnydaax gaxe y aetei. Moatomy
BbIAENAOT TPY BUAa nocefeHus: pusnonornyeckoe (BospacTHoe),
npexaeespeMeHHoe (HacTynatoliee B MOIOJIOM BO3pacTe) U BPOXKAEHHOe
(cBsAA3aHHOE C HacNeACTBEHHbIM OTCYTCTBMEM MUTMeEHTa B BOOCaAX).

BbisBNEeHHble BapWnaHTbI

leH BapuaHTt Baw reHoTun

IRF4 rs12203592 C/C
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YBCTBUTEJIbHOCTDb K 3allaxXxy LUBETOB

TecT He onpepenun y Bac BapuaHT reHa OR4D6, cBA3aHHbIN C
MOHMXXEHHON YyBCTBUTENbHOCTbHIO K 3araxy po3 n ¢puanox.

3anax — CNnoXHasi KOMMNO3ULMSA U3 MHOXECTBA XMMUYECKMX BELLLECTB, flaNeKo He
BCE U3 KOTOPbIX AOCTYMNHbI HalleMy 060HsAAHUIO. B apomMaTe po3bl 1 huanku, K
npuMepy, YenoBeK BOCNPUHUMAET B OCHOBHOM BELLECTBO 6€Ta-UOHOH.
BO3MOXHO, A1 CO6aK M KOLLEK LiBETbI MaxHyT NO-Apyromy.

BbiAB/IeHHble BapUnaHTbl

leH BapuaHT Baw reHotun

= rs7943953 T/G
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YBCTBUTEJIbHOCTDb K 3aliaxy 3J/1aKoB

TecT He onpepenun y Bac BapuaHT reHa NDUFA10, cBf3aHHbIN C
NMOHMXEHHOW YyBCTBUTENIbHOCTbIO K 3araxy 3/1akoB.

Conof — 3TO NPOPOLLEHHbIE BO BNAXXHOW Cpefie CeMeHa 3/1aKOoB, Yalle BCero
SIYMEHS, Ha OCHOBE KOTOPbIX MPON3BOAAT KBAC M HEKOTOPble aNKOroJibHble
HanuTKWN. Pe3akoBaTo-cnagKoBaTbIi 3anax cosiofa ollyLiaeTcs, Hanpumep, npu
yrnoTpe6sieHnm nmBea.

BbiAB/IeHHble BapUnaHTbl

leH BapuaHT Baw reHotun

NDUFA10 rs13424612 C/C
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Balun ykasaTenbHbI M 6€3bIMSIHHbIN Masiblibl, CKOpee BCero, NoYTu
OAMHaKOBOW AJ/INHbI. 3TO CBA3aHO ¢ BapuaHTamu reHa SMOCT.

Ecnv nNOTHO COeAMHUTD Nasblibl Ha PyKe, TO 3aMEeTHO, Kak COOTHOCUTCS ANINHA
yKasaTeNlbHOro nasnbla ¢ A/IMHON 6€3bIMSIHHOI0. 9TO COOTHOLLIEHNE Ha3blBaeTcs
nanbLEBbIM UHAEKCOM. Y MY>KUYMH 6€3bIMAHHbIN NaneL vyalle AJIMHHee
yKa3aTeNIbHOro, @ y YXEeHLLMH KOpoYe UM paBHbl MO AJIMHE.

BbiAB/IeHHble BapUnaHTbl

leH BapuaHT Baw reHotun
= rs2332175 A/G
- rs1952198 T/C
= rs4902759 C/C
- rs11158817 T/C
= rs4902758 T/A
- rs4902760 A/C
- rs9323530 T/C
- rs1318485 A/G
- rs958056 A/G
- rs4899317 T/C
= rs4899318 T/G
- rs12431570 A/A
= rs12435823 T/C
- rs4899319 T/T
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Y nrogen ¢ BalwmMm reHoTunom B BospacTe 10—12 net, kak npasuino, 21
3y6.

CMeHa 3y60B — npoLecc, 3HaKOMbIV KaXA0My C AeTCTBa. [lepBble MOJIOYHblE
3y6bl 06bIYHO BbiNaAatoT B 6—7 NeT, a NocneAHne KOPEeHHbIE MOTryT NOSABUTbLCS
nocne 25 ner.

BbiABIeHHble BapunaHTbl

leH BapuaHT Baw reHotun
LOC101928278 rs4491709 T/C
ADK rs7924176 A/G
= rs12424086 T/T
- rs2281845 C/C
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Ina niogen ¢ BalmM reHOTUNOM XapaKTepHa BTopas rpynna Kkposu ATl.

[pynnbl KPOBM — 3TO TUMbI KPOBW, KOTOPbIE YC/IOBHO BbIAENSAIOT B 3aBUCUMOCTHU
OT Hanuuusa cneunduuecknx MoneKyn, Cnoco6HbIX Bbi3biBaTb paspyLleHme
3pUTPOLMTOB M TPOMBOO6Pa3oBaHue. pynny KPOBM MOXXHO ONpeaennTb Kak B
naéopaTopuu Npu aHannse KPoBM, Tak U FEHETUYECKMN.

BblABIeHHble BapunaHTbl

leH BapuaHTt Baw reHotun
ABO rs1053878 G/G
ABO rs8176719 -/C
ABO rs8176743 C/C
ABO rs8176746 G/G

ABO rs41302905 C/C
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