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®CEE

Moz gpansaem!

Mepen Bamu pesynbraTbl baszoBoro reHetnyeckoro tecta «KocMeTonorus»,
B KOTOPOM aHanunaupyetcs 6onee 100 reHeTUUECKUX MApKepoB, CBSI3aHHbIX
¢ 17 KaTeropmsimu, OTBEYAKOLLIMMMN 38 3[0POBLE U KPACOTY KOXW. Mbl paccmo-
Tpenu Takne hakTopbl, BAMSIOLIME Ha CTapeHVe KOXW, Kak yBRaXHEeHHOCTb,
COCTOSIHME POrOBOr0 C/0S, CUHTE3 U Aerpagaumns KofanareHa, anacTuH v rma-
NlyPOHOBAs KMUCAOTA, BAUSIHWME OKCUMAATUBHOIO CTPecca U ynbTpadononeToBoro
N3NyYeHNS, IMMKMPOBAHWE, CKITOHHOCTb K BOCManMTeNbHbIM NpoLeccam, a Tak-
Xe Opyrue He MeHee BaxKHble acneKTbl 340POBbA KOXW.

Ha ocHoBe MosnyyeHHbIX B pesyfbTaTe reHeTUYeCKOoro aHanmaa faHHbIX, KO-
TOpble MO3BOMSIOT CMPOrHO3MPOBaTb BO3PACTHble WM3MEHEHWSI OpraHn3ma,
Bpay-KOCMETONOr CMOXeT paspaboTaTe Afst Bac MHAMBUOYyasnbHble acTeTw-
yeckure Nporpammbl Mo COXPaHEHWIO MOIOAOCTU U 3A0POBbA KOXM, KOTOpbIe
ByayT yunTbiBaTb aPEKTHBHbIE NPOLEAYPbI, aKTUBHbIE HIPEANEHTbI B [O-
MallHEM YX0fle, a Takxe HeoOXoAMMOCTb NpreMa BUTaMUHOB 1 B1ONOrnMyecKn
AKTUBHbIX [OGABOK s Balleit Koxu.

[eHeTUYecKumit TecT «KOCMETONOMMsA», a TakKe ero MHTepnpeTauws, 6binv paspa-
60TaHbl KOMaHLOM COTPYAHWKOB Basis Genotech Group (000 «baswc leHoTex»),
B KOTOPYKO BXOAAT GMOUHXEHEPbI, Bpayiu [epMaTOBEHEPOSOry, KOCMETONOor
1 CneyyanucThbl Mo reHeTuke. B OCHOBY TecTa nernu AaHHble ony6rMKoBaHHbIX
MeXAyHapoaHbIX UCMbITaHWA B 06NaCTU reHeTUKM, FeHOMUKM, FrepOHTONONM,
[epMaToNorMM U KOCMeTONorun. B co3gaHnu AaHHOro reHeTU4eckoro Tecta
TaKKe MpUHUMann y4acTtme COTPYAHUKN Kad)eﬂpm aepmartosiormm 1 Kocme-
TONOrMM HOBOCMBMPCKOro rocyAapCTBEHHOrO MeMLMHCKOro YHUBEpCHUTETa 1
JTabopaTopum NepcoHannM3vpoBaHHOR MeauLMHbI IHCTUTYTa XMMUYecKorn Gro-
OrnK 1 pyHAaMeHTabHON MeauumnHbl CO PAH.

Ecnn y Bac BO3HUKHYT BOMPOCHI OTHOCKTENBHO Pe3ysibTaToB WM UHTEprpe-
TauuW fjaHHoOro TecTa, Bbl BCerfa MOXeTe MPOKOHCY/bTUPOBATLCS Y HALLMX
creynanvicToB B 06MacTV reHeTVKY, OCTaBMB 3anpoc rpynne MoAaepxku Ha
caiiTe basisgenotech.ru 8 Balem nn4yHom KabvHeTe wv no Tenecpory 8 800
55593 42.

C yBaxeHviem, 7
JVpexTop no passuTuno
AkceHoBa tOnua BrkTopoBHa



[eHeTMKa: KJto4Y K 34,0p0OBOMY ByaAyLLEMY

ELLle COBCEM HEAaBHO MHOIME CUUTANN FeHETUKY «HayKoi OyayLieror». CerogHa MOXHO yBe-
peHHO ckasaTb: ByayLuee yXe HacTynuo. JOCTUXEHUSI FeHETUKN aKTUBHO NCMOSb3YHOT B Me-
OVLUVHE ANs TOro, YTOObI BbIACHWUTL IMYHbIE 0COBEHHOCTM YeoBeKa, ero NpeapacroNoxXeH-
HOCTb K Pa3BUTUIO pasnnyHbix 3a6oneBaHni, MHOMBUAYaNbHYH PeakLMo Ha onpefenieHHble

npenapaTbl ¥ NPOAYKTHI.

Kak aTo BO3MOXHO?

FeHoTMN (COBOKYMHOCTb FeHOB YenoBeka, nepefatoLuas-
€S Mo HacneAcTBY OT poauTenelt) Bcex Nofen Ha 3emne
OANHaKOoB Ha 99 %. JTnwb 1 % OTANYMIA MOTHOCTBIO Onpe-
OensdeT Hawy WHOMBUAYANbHOCTb. OTU OT/IMYUA BINS-
FOT He TOSIbKO Ha rpynny KPOBW MAW LBET a3, HO U Ha
0cobeHHOCTH Ballero 340poBbs, XxapakTepnays cnabble
1 CWUIbHbIE CTOPOHBI Ballero opraHvuama, BpoXAeHHble 1
pasBuBaroLMecs 3aboneBaHns, TeMMbl CTapeHns, OCo-
B6eHHOCTM OBMeHa BELUECTB, anfiepruyeckve peakumum
1 MHOroe [ipyroe.

VccnenoBaHms BceMUpHOM opraHmsaumm 3apaBooxpa-
HeHunst (BO3) nokasanu, 4To 3[10pOBbe YeNoBeka 3aBUCUT
OT Tpex hakTopoB: obpasa XWU3HW, HacneACcTBEHHOCTH
(onpenensieMoit reHamu) ¥ YpPOBHSA 3[4paBOOXPaHEHUS.
Mpu aToM 06pas X13HW (Hanuune BpeaHbIX MPUBbIYEK,
drsmyeckas akTMBHOCTb, OCOOEHHOCTU MUTaHKUS) onpe-
nenset 3a0poBbe Ha 50 %, reHbl — Ha 40 %. VIMeHHO no-
39TOMY FEHETMYECKOEe TEeCTMPOBaHME MOMOraeT Y3HaTb,
KaK MOBAMSATb Ha KayeCcTBO Batleit Xn3Hu, 4ToObl Aonrune
rofibl COXpaHsATb MOJIOAOCTb 1 XOPOLLIEe CaMOYyBCTBHE.

Kak reHeTUKa NOMOXET NOHATb, YTO HY)XXHO MMEeHHO Baluen koxe?

Bbl HaBepHsKa yXe 3HaeTe, 4TO TO, 4TO NoAoLwo Ballen
noapyre He obAs3aTeNlbHO MpUHECET TakoWn xe adpdeKT
Bam. Kak e npaBuibHO onpefennTs Npoueaypbl U cpef-
CTBa, KOTOPble TOYHO AafyT pe3ynbTaT M YXX TOYHO He
NPUHECYT HEMPUATHBLIX NOCNEACTBUIA?

B aTom Bam nomoryT Baluum reHbi.

[eno B TOM, 4To 0coBeHHOCTM paboThl Ballei Koxu 3a-
JIOXEHbI B FeHeTUYecKon nHdopmMauun. VccnenoBaHve
onpefeneHHbIX NoMMopdrnaMoB cnocobHO faTh Bpa-
4y-KOCMETOJIONY Ty CaMyto HEOBX0AMMYHO MHCpOpMaLMIO,

Ha OCHOBe KOTOPOW OH CMOXeT MOAroTOBUTL ANA Bac
VHOMBWMAYANbHYIO SCTETUYECKYIO MpOrpaMMy, KoTopas
OyneT oTBeYyaTb BCEM 3anpocam Ballein Koxu.

Tak Kak Haliy reHbl He W3MEHAKTCA C BO3PaCTOM, TO
Gnarofaps reHeTUY4eCKOMY TECTUPOBAHUIO, MOABIAETCA
BO3MOXHOCTb He BOPOTHCSA C MPU3HaKamu CTapeHus, a
3aMeqITb WK NpedoTBpaTUTL yBAaHne KOXu. [aH-
HbIl OTYET CTaHeT BaluvM NOMOLLIHUKOM Ha BCH W3Hb
[N COXpaHeHWs KpacoTbl U MOOLOCTH B MKOOOM BO3-
pacTe.

0203 MepcoHanbHbIA reHeTUYECKUIN oTHeT

®CE

Kakyto umeHHo nHdopmaumio Bbl HalgeTe B 9TOM oTyeTe?

B oT4eTe, KOTOpbI Bbl fiepxkuTe B pyKax, Mbl coBpanv UCXoaHble pesynbTaTbl Ballero aHanm-
3a, a TakXKe Ux MHTepnpeTaunto. [ina Toro, 4Tobbl ¢ 0T4eTOM «KocMeTonorusa» 6b10 yao6HO
paboTaTb, Mbl pa3aenunn nHhopmaLmio 0 ceMHaALaTy KaTeropusx, OTBEYatoLLUX 3a Kpaco-

Ty N 300POBbE Baluei Koxu, Ha LLeCTb TeMaTUYeCKmX pasnenos.

VS B pasgene «COCTOsHME POroBOro Cros» Bbl
e HangeTe HdopmMaumio 06 0coBeHHOCTAX dop-
MUPOBAHWA 1 YBNAXHEHWA POrOBOrO G0N 3Mi-
[epMrca, MoMMETe HaCKOSbKO XOpoLlo Balua
KOXa YAepXWBaeT Biary 1 CripasnseTcs ¢ 3a-
WNTHLIMM 1 6apbepHbIM (OYHKLIMAM.

_@_ Pazgen «doTocTapeHyie» MOMOXET NOHATL Ha-
M. CKOMbKO Balua KoXa MoABepyeHa YCKOPeHHO-

My CTapeHuto B OTBET Ha yNbTpaduoneToBoe
M3MydeHne 1 Kak nydlle 3alnTUTb KOXY OT
COJSHEYHbIX NyYen. Takxe Bbl y3HaeTe HaCcKonb-
KO adhbdexkTUBHO Y Bac paboTaeT cucTema 3a-
WNTbI OT OKCMAATUBHOIO CTpecca, U MpumMeHe-
HVMe Kakoro aHTuMokcupaHTa OyaeT Havbonee
3 eKTUBHLIM MMEHHO B Balliem cnyvae.

B paspgene «buocTapeHue» onucaHa reHeTun-
yeckasi 0CODEHHOCTb MeXaHMYeCcKMX CBOMCTB
Bawen koxw. B naHHOM pasgene Bbl cMoxeTe
OLEHUTb, CYLLeCTBYET JIM PUCK YCKOPEHHOrO
paspyLleHra anacTuHa, KofnareHa, ruanypo-
HOBOW KMCMOTbI, @ TAKXXe MMUKMPOBaHUS.
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Pasnen «BocnanuTtenbHble npouecchbl» COo-
OEPXNT AaHHble O TOM, Kak ByayT npoTekaTtb
npouecchl BOCManeHa B KOXe B OTBET Ha He-
6naronpusATHbIE BHELLHWE BO3AENCTBUA. ITOT
pasfen fJaeT BO3MOXHOCTb NnpeAckasaThb, Ha-
CKOJIbKO CUJIbHBIM M JOArMM ByaeT Bocnane-
HVE, OLUEHNTb YYBCTBUTENIbHOCTb KOXMW, CMPO-
FHO3MPOBAaTbL 3aXXMBNEHNE PaH.

B pasgene «3axuBneHve paH v pybLeBaHne»
Bbl cMOXeTe HalTU MHAPOPMALIMIO O TOM, Ha-
CKOJbKO CUIbHbIA Y Bac pereHepaTopHbIii Mo-
TeHLman Koxu, kak 6bicTpo Balua koxa 6yaeT
cnocobHa BOCCTaHaBAMBATbLCSA MOCE TPaBMMU-
PYHOLLIMX NpoLiefyp 1 CyLLEeCTBYET i1 PUCK BO3-
HUKHOBEHNS pyOLIOB.

B nocneaHem paspene, «<Metabonnam BuTa-
MWHOB» Mbl MPUBOOMM [aHHble 06 0cobeH-
HOCTSAX YCBOeHWs BUTaMUHOB A, B6, B12, C, E,
doNMEBON KMCNOTbI, OMern-3 1 oMmern-6. Bbl
y3HaeTe HacKoMbKO Ball opraHnam, 1 B 4acT-
HOCTW, KOXa HYXIatoTCA B OaHHbIX BUTaMU-



Kak nonb3oBaTbCAa OTYETOM

YpoBHU pucka

YT06bl NoMoYb BaM pasobpaTthes B pesynbTatax reHe-
TUYECKOro TECTUPOBAHMS, AJ1A OLEHKM PUCKOB MO OT-

[enbHbIM reHam 1 pe3ynbTUpYLoLLIEMY BbIBOLY B pamKax LiseToBoit Mapkep
o _ OTpaXKaroLLui
paccMaTpYBaEMOl KaTeropum, BKitoUas COOTBETCTBYHO YpoBenh pucka

YPOBHEW, KaXAbI M3 KOTOPbIX MMEET CBOW LIBETOBOM
Mapkep. O6paTnTe BHUMaHWe, 4TO NONMMOpPU3MbI B He-
KOTOPbIX reHax MOryT OJHOBPEMEHHO aCcCoLMMPOBATHLCS
N C PUCKOM HexenaTeslbHOro adpdekTa, 1 ¢ NPoTeKTUB-

Line pekoMeHngaumm, Mbl MCMoJib3yeM rpagaunto N3 nAaTn
| AQP3

l'eH/rpynna reHos,

HbIM [EMCTBMEM, B 3aBMCMMOCTH OT paccMaTpuBaemMoii Geworvn
KaTeropuun.
Y Bac Y Bac Y Bac cHuxeH
3HauYUTENbHO HECKO/bKO PUCK MposABEeHNs Y Bac Y Bac
NMOBbILIEH PUCK MOBbILLIEH PUCK Hex)xenaTtenbHoro npucyTcTByeT npucyTcTByeT
BO3HUKHOBEHMS BO3HUKHOBEHMS addekTa. 3HaveHns cnaboBbIpaXKeHHbIN BbIPaXXeHHbI
nccneayeMoro nccneayeMoro HaXoAsATCA Ha ypoBHe NPOTEKTUBHbI NPOTEKTUBHbI
addekTa addekTa HOpPMblI adexT addekT
-1,00 -0,75 -0,15 +0,20 +0,75 +1,00

OrpaHquHMe OTBETCTBEHHOCTMH

PesynbTaTbl, cofepxalunecs B JaHHOM OTHeTe K TEXHWYECKME XapaKTePUCTUKN TeECTUPOBaHNS Obli YyCTaHOBNEHbI labopa-
TOpMEN 1 YTBEPXAEHBI B COOTBETCTBUM C TpebOBaHMAMM 3akoHodaTenbCcTBa Poceuiickon deaepaumn. Ecivy Bac BO3HMKAN
Kakune-nmbo BONPOCHI MO AaHHOMY OTHETY, MOXanyncTa, CBIXMTECH C HALWMMKW KOHCYbTaHTamu no TenedoHy 8 800 555 93
42 vnun ¢ nomoLwbio chopMbl 0OpaTHOM CBA3K Ha calTe basisgenotech.ru.

04|05 [TepcoHanbHbIN FreHEeTUYECKNA OTHET @X@

MeTopg uccnepoBaHua

[nsa npoBeaeHns reHeTUYeCKoro NCccneaoBaHns 1 paspaboTky NporpaMMbl [OCTaTOYHO o6pasua ByKKanbHOro (3aleyHoro)
SMUTENNA U 3aMN0JTHEHMS aHKETbI. TEXHONOMMK, KOTOPbIE Mbl UCTIONb3YeM A9 OnpefeneHnst Hannunsa NoMMopOU3MOB B re-
Hax: MyfbTUMMEKCHAs NMOMMepasHast LienHast peakumst ¢ donyopecueHTHON AeTekUmen NpoayKToB aMnindduKaumm U CeKBeHm-
poBaHMe nocneaHero nokoneHna. [aHHble MeTofbl 06nafakoT Hanbonee BbICOKOWM TOUYHOCTLIO ONpefeneHnsa My TaLuii,

[ns vHTepnpeTauum nonyyYeHHbIX faHHbIX Mbl MCMOMb3YeM CaMOCTOSTENbHO pa3paboTaHHbIA anropuTM BbIYKUCIIEHWIA, OCHO-
BaHHbI Ha NMPUHLIMNAX FeHHbIX CeTel. ANropyUTM NO3BOSISIET M3yYaTb U OLEHUBATb B3aNMOENCTBIE HECKONbKUX MMEIOLLIMXCS Y
WHOMBUIYYMa CTPYKTYPHbIX Moavdmkaumni [IHK BMecTe ¢ faHHbIMK O heHOTUMNE, yKa3aHHbIX B aHKETE, KOTOPYHO MaLmneHT 3a-
nonHsieT npwv cbope obpasua JHK. [JaHHble Ana pacyeTa puckoB OCHOBbIBAKOTCS Ha OMyBIMKOBaHHbIX AaHHbIX MEXAYHapOAHbIX
KIIMHUYECKMX UCTbITaHNIA.

Bbl60p FEHETUYECKNX MapKepoB 1 METOO0B aHaNn30B, NCMNONb3yeMbIX A4 CO3AaHUA O0THeTa, OCHOBaH Ha CaMbIX OOCTO-
BEPHbIX M COBPEMEHHbIX FEHETUYECKUX UCCefoBaHNAX. HeKOTopble UCCneNoBaHUs XapakTepnsyoTcs BonblUen cTeneHbo
OOCTOBEPHOCTM MO CPaBHEHUIO C OPYTMMU, MOCKOJbKY BKAKOYAOT Bosbliee KOMMYECTBO HADMKOJABLLMXCS YENOBEK N UMEIOT
pesynbtaThbl, NOATBEPXAEHHbIE APYTrMN UCCNefoBaHNAMN.

OTUYeT, KOTOPbI Bbl ceivac aepxuTe B pyKax COOTBETCTBYHOT HALLMM CTPOXKAaWLLIMM KPUTEPUAM, B HEM UCMOSb3YOTCA Map-
Kepbl, KOTOPbIE UMEIOT CTAaTUCTUYECKN 3HAUYMMble Pe3yNbTaTbl B OMy6IMKOBAaHHOM MUCCNefoBaHnn ¢ MUHUMYMOM 1000 Ha-
6nrogaembix nauneHTos 1 1000 HabntogaeMblx B KOHTPOSIBHOM rpynne. B ononHeHue K aTOMy, peaynbTaTbl 9TOro MCCreno-
BaHMs ObINM MOBTOPHO NOATBEPXAEHbI B MOAOOHbIX MCCNeN0BaHNAX AAaHHOM STHUYECKON Mpymmbl.
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Pe3yn bTaTbl NCCJieOoBaHUA

Vv COCTOsIHME POroBoro csios

l'eH Mapkep leHoTUN l'eH Mapkep leHoTUN
dopmMupoBaHue poroBoro crosi YBnaxHeHue
FLG rs61816761 A/A AQP3 rs17553719 A/A
FLG rs41370446 =/=
|

_‘@’_ doTocTapeHue

/ 1 \
[eH Mapkep [eHoTun leH Mapkep [eHoTun
OKcupaTUBHbBIN cTpecc CKJIOHHOCTb K BECHYLLKaM
SOD1 rs2234694 A/A IRF4 rs12203592 C/C
SOD2 rs4880 C/C TYR rs1126809 A/A
GPX1 rs1050450 C/C TYR rs1393350 C/C
CAT rs1001179 A/A

NQOT rs1800566 C/C

NQO1 rs2917666 C/C

BCMO1 rs7501331 C/C

BCMO1 rs12934922 A/A

Intergenic rs12272004 A/A
APOAbS rs3135506 C/C

SLC23A1 rs33972313

A/A
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_@_ doTocTapeHue
7/ N\

leH Mapkep leHoTumn

CKJIOHHOCTb K runepnurMeHTauuu

MCTR rs1805005 G/G
MCI1R rs258322 C/C
MCTR rs2228479 A/A
MCI1R rs1805007 C/C
MCTR rs885479 C/C
TYR rs1126809 A/A
TYR rs1393350 C/C
SOD1 rs2234694 A/A
SOD2 rs4880 C/C
GPX1 rs1050450 C/C
CAT rs1001179 A/A
NQO1 rs1800566 C/C
NQO1 rs2917666 C/C
leH Mapkep eHoTun

CocTosiHMe cocynos

ELN rs7787362 C/C
COL1A1 rs1800012 G/G

leH Mapkep eHoTumn

CKJIOHHOCTb K TpaBMaTquCKOﬁ nurMeHTauuu

MC1R rs1805005 G/G
MCI1R rs258322 C/C
MCI1R rs2228479 A/A
MCI1R rs1805007 C/C
MC1R rs885479 C/C
TYR rs1126809 C/C
TYR rs1393350 A/A
SOD1 rs2234694 A/A
SOD2 rs4880 C/C
GPX1 rs1050450 C/C
CAT rs1001179 A/A
NQO1 rs1800566 C/C
NQO1 rs2917666 C/C
TNFa rs1800629 A/A
IL6 rs1800795 G/G
L4 rs2227284 A/A
IL4 rs2243250 C/C
IL13 rs20541 C/C
IL6R rs2228145 A/A



Pe3yn bTaTbl NCCJieOoBaHUA

|_|l§§§ BuocTtapeHue
[l

leH Mapkep [eHoTun
MmuknposaHue

AGER rs1800624 A/A
AGER rs2070600 A/A
Glol rs1049346 C/C
Glol rs1130534 A/A
SOD1 rs2234694 A/A
SOD2 rs4880 C/C
GPX1 rs1050450 C/C
CAT rs1001179 A/A
NQOT rs1800566 C/C
NQOT rs2917666 C/C
BCMO1 rs7501331 C/C
BCMO1 rs12934922 A/A
Intergenic rs12272004 A/A
APOAS rs3135506 C/C
SLC23A1 rs33972313 A/A

l'eH Mapkep

[eHoTun

CuHTes 1 gerpagauus KonnareHa

COLTAT rs1800012 G/G
MMP1 rs1799750 —/=
MMP3 rs3025058 5A/5A
TIMP1 rs4898 C/C
AGER rs1800624 A/A
AGER rs2070600 A/A
Glol rs1049346 C/C
Glol rs1130534 A/A
SLC23A1 rs33972313 A/A
leH Mapkep [eHoTun
CocTosiHMe anacTuHa

ELN rs7787362 C/C
leH Mapkep [eHoTun
MmanypoHoBas kucnorta

HAST rs7248778 G/G
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_(K)— BocnanutenbHble npouecchbl

leH Mapkep leHoTumn

CKJIOHHOCTb K BOCNanuTesibHbIM npouyeccam

TNFa rs1800629 A/A
IL6 rs1800795 G/G
L4 rs2227284 C/C
L4 rs2243250 A/A
ILT3 rs20541 C/C
IL6R rs2228145 A/A
leH Mapkep leHoTumn

ATonuueckui pepmaTut

FLG rs61816761 A/A
FLG rs41370446 =/=
TNFa rs1800629 A/A
IL6 rs1800795 G/G
IL4 rs2227284 C/C
IL4 rs2243250 A/A
IL13 rs20541 C/C
IL6R rs2228145 A/A
FADS1 rs174537 C/C

leH Mapkep eHoTumn

Po3sauea n kynepos

TNFa rs1800629 A/A
IL6 rs1800795 G/G
IL6R rs2228145 A/A
MMP1 rs1799750 =/=
MMP3 rs3025058 5A/5A
SOD1 rs2234694 A/A
S0D2 rs4880 C/C
GPX1 rs1050450 C/C
CAT rs1001179 A/A
NQOT rs1800566 C/C
NQOT rs2917666 C/C
ELN rs7787362 C/C
COLTA1 rs1800012 G/G
MC1R rs1805005 G/G
MCTR rs258322 C/C
MC1R rs2228479 A/A
MCTR rs1805007 C/C
MCTR rs885479 C/C
TYR rs1126809 A/A

TYR rs1393350 C/C
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/ 3axuBneHue paH u pybueBaHue @Q MeTtabonuam BUTaMUHOB
oo o
l'eH Mapkep leHoTUN l'eH Mapkep leHoTUN l'eH Mapkep leHoTun leH Mapkep leHoTun
CKJTOHHOCTb K py6LeBaHuto CKJIOHHOCTb K pereHepauumu ButamuH B6 ButamuH A
COLTAT rs1800012 G/G AQP3 rs17563719 A/A ALPL rs1256335 C/C BCMOT1 rs7501331 C/C
MMP1 rs1799750 -/- FUT2 rs602662 A/A NBPF3 rs4654748 C/C BCMOT1 rs12934922 A/A
MMP3 rs3025058 5A/5A MTHFR rs1801133 C/C
TIMP1 rs4898 C/C MTHFR rs1801131 A/A leH Mapkep eHoTMn leH Mapkep eHoTun
ELN rsr787362 C/C BCMO1 rs7501331 C/C
donuesas kucnota | BUTaMuH B9 ButamuH E
FUT2 rs602662 A/A BCMO1 rs12934922 A/A
MTHFR rs1801133 Cc/C MTHFR rs1801133 C/C Intergenic rs12272004 A/A
MTHFR rs1801131 A/A MTHFR rs1801131 A/A APOAb rs3135506 C/C
leH Mapkep leHoTun leH Mapkep leHoTun
ButamuH B12 Butamux C
FUT2 rs602662 A/A SLC23AT rs33972313 A/A
TCNI1 rsb26934 A/A
leH Mapkep eHoTunn

Owmera-3 n omera-6 MNMHXK

FADSI rs174537 C/C
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PesynbTar

Mpy faHHOM coYeTaHuu reHoTmna u
aHKeTHbIX AaHHbIX Y Bac noBbliweH

PVCK BO3HWKHOBEHUSI HapyLIeHWi
(hbopMMpOBaHMS POroBOro CNos, B NMepBYHO
ouepefb M13-3a HapyLleHWsl CUHTe3a
dwunarrpuHa.

Kak n3BecTHO, B annOepMmUce MPOUCXOAUT MNOCTOSAHHOE OBHOBJIEHNE KIETOK,
CBSA3aHHOE C MpOoLEeccamMy KepaTUHU3aLUMM SMUTENOUMTOB U X OTLIENY-
lWmBaHMeM. Bo BpeMs AndbdepeHUMPOBKI LLIMMOBATOrO C0si B 3ePHUCTLIN
KNETKM HaUMHatOT HakamnimBaTb KepaTWH — crneumdundecknini Oesok, yya-
CTBYHOLIWIA B TEPMUHANbHOW AMddepeHUmpoBKe. TepMUHanbHas andide-
PEHLUMpOBKA KEPATUHOLWTOB MPUBOOUT K MX YMIOLLEHWIO, BbIXOOY OpraH-
HOro KOMMJeKca, nNpeobpasoBaHNiO B KOPHEOUMTLI (DefIKoBble JyLIYKK)
N5 fanbHewLero 0opa3oBaHWst POroBOro Crosl, KOTOPbI ABNAETCST CaMbIM
BEPXHMM CJI0eM annaepmumca.

KopHeoUuUTbl NpeacTaBnaoT coboi 6e3banepHbIe KNeTKK, COCTOALLME U3 Ke-
PaTUHOBbIX (OMNaMeHTOB W cpunarrpuHa. B HacToslee BpeMs UMEHHO dou-
narrpuHy OTBOAAT KtoYeB +0EE>onb B MpoLieccax KepaTuHU3aLUmm anuaepmMum-
caun KoHTposie nHaexkcos TIlB, Ana obecnedeHms NoaHOLeHHOW peannsaLnm
3aLMTHON CPYHKLIMM POrOBOrO CIOA.

leH FLG kogumpyeT 6Genok domnarrpuH. HapylwieHns B peryfaToOpHOM YacTu
reHa Wiy ero CTPYKType MOryT oTpaxaTbCsi Ha AyHKLUWKM Benka. Hocutenn
MyTaumii B reHe domnarrprMHa MMET NOBbILLIEHHbBIW PUCK Pa3BUTUS aTonnye-
CKOro fiepMaTtuTa, UXTMO3a, 9K3eMbl 1 anneprogepmatonaTui.

Wccnepyemble reHbl + heHoTUn

| FLG |

O6pa3 XusHu

Y Bac ofHapyeH annesfb, acCoUMMpoBaHHbIi C HapyLIeHAMM B MpoLecce
KepaTuHU3auun, a Takxe B npouecce obpa3oBaHns NMF. MoBblILweH p1ck Ha-
pyLIeHMst POPMMPOBAHNS MOMHOLEHHOO POrOBOrO COS.

CornacHo fjaHHbIM aHKeTbl Y Bac CHUXeH pycK HapylleHns hopMm1poBaHns
pOroBOro Crosi.
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PesynbTaTt

MNpu faHHOM COYETaHWUM FreHoTMNa
M @aHKETHbIX JaHHbIX y Bac cHuXeH
puCK HapyLueHus 3QPeKTUBHOCTM
npoueccoB anddepeHLNpoBKY,
KepaTUHU3aLUumM 1 leckBamMaLmu.

CoxpaHeHKne Bnarv gfjHa U3 OCHOBHbIX (DYHKLMIA POroBoro cos. CyxocTb
KOXW BieYeT 3a COOOW Nerkyro MPOHMLAEeMOCTb ANS TOKCUYHbIX BellecTs,
CNOCOOCTBYET Pa3BUTUHO UMMYHHbIX HapYLLEHWI 1 (hOPMMUPOBaHWIO annep-
rMYecKkoro BocnaneHus.

CrnoCcoBHOCTb KOXM K MOALepXKaHUIO GanaHca Biari B0 MHOrOM 3aBUCUT OT
MPOLIECCOB MOCTYNEHUA TMLEPOSa U BOAbI B KNETKY C MOMOLLbIO BeIKoB
akKBOMOPMHOB. AKBAMNOPWUH — 9TO MHTErpasbHbIn MeMOpaHHbI Gesiok, op-
MUPYIOLLINIA B KOXE KaHaslbl, KQTOpble MOMOraroT B TPaHCMopTe BOMAb! 1 MO-
YEBUHbI 4ePes KNETOYHbIV CIION.

B naHHOM pasfesne Mbl paccMaTpuBaeM MyTaunu B reHe, KOTOPbIn Koavpy-
eT paboTy akBanopuHoB. HegocTaTouHast pabota aToro 6enka oTpaxaeTca
Ha KONMYeCTBe akBamnopuHa B KepaTUHOLMTAX. 9TO NPMBOOUT K HAPYLUEHUIO
TpaHcnopTa BOoAbl B CTPYKTYpax KOXW. [JaHHbIN pa3aen no3sonseT OLeHNTb
BO3MOXHOCTU KOXM K YAEPXaHWO Bfarn, ctabunbHOCTL pH nokasatesen
MaHTWW [J1B, a Takxke cTeneHb HebnaronpusaTHOro BO3AENCTBUA ynbTpadon-
0J1eTOBOro 06/yYEHNS Ha TMApaTaLMIO KOXN.

Uccnepyemble reHbl + peHoTUN

AQP3

O6pa3s XnsHu

Y Bac o6Hapy»eH ansnesb, KOTOPbIA aCCOUMMPOBAH CO CHIXEHNEM SKCMpec-
cuun Benka akBanopuHa 3 B KepaTuHoLMTax. 3TO NPUBOAUT K TOMY, YTO He-
CKOJbKO CHUMXeHa CKOPOCTb MOCTYMNEHUsT BOLbI, MMLUEPUHA U MOYEBHHBI,
a Takxe ApYrux HU3KOMONEKYNAPHbIX TMIPOCKOMMYECKMX BELLECTB B Kepa-
TUHOLWTbI, BMECTE C TEM CKOPOCTb MOTepu KepaTUHOLMTaMM 3TUX BELLECTB
Takxe CHUXeHa. BO3MOXHO CHUXKEHWE YPOBHS BRarv B KepaTUHOLMTAX, YTO
HeraTMBHO OTpaxxaeTcst Ha adpPeKTUBHOCTH NMpoLieccoB AnddepeHUMpoB-
K, KepaTUHM3aUUW U feckBamMaLmi.

CornacHo AaHHbIM aHKEeTb! Yy Bac noBbllWeH pUCK BO3HUKHOBEHMS 06e3BOXN-
BaHMA anmaepMuca.
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anI AAQHHOM COYeTaHUn reHoTuna u
AHKETHbIX AaHHbIX Y Bac Heckonbko
NoBbllWEeH PUCK BO3HNKHOBEHUA
OKCMAaTUBHOIO CTpecca.

OkeuaaTUBHbIA CTpece NpeacTaBnseT coboin MexaHM3m BO3AeNCTBUS peak-
TMBHbIX (DOPM KMCNopoda Ha Kaxayto KJeTKy opraHuama 4YenoBeka, B pe-
3ynbTaTe KOTOPOro MPOVICXOAWT DaTONOrM4eckoe HakomniaeHue cBOOOAHbIX
pagvKanoB, NpeacTaBAstoLLINX COOO CBOEOOPa3HbIX areHTOB, CMNOCODCTBY-
FOLLMX 3amycKy MeXaHW3MOB MOBPEXAatolero OeNCTBUS BHYTPW KNETOK.
OKcuAaTUBHbIN CTReCC UrpaeT BaXkKHYH Posib B MaToreHese 3HauynUTebHOro
yucna 3aboneBaHnii YeloBeYeCTBa, B YaCTHOCTU, XPOHU3aLMKN 1eEpPMaTO30B,
BOCNaneHusIx, rmnepyyBCcTBUTENbHOCTH, YCKOPSAET NPOLIECC CTAaPEHUSA KOXM.
BaXHbIMW KOMMOHEHTaMK 3alUTbl KNETOK OT OKCUOATUBHOrO CcTpecca sB-
NATCHA aHTUOKCHAAHTHbIE (DEPMEHTbI, aKTUBHOCTb KOTOPbIX 00yCnoBAeHa
reHeTU4YecKMMmM chakTopamu.

CnocoBHOCTb KNEeTOK KOXM MPOTUMBOCTOATH MNEPEKUCHOMY OKMCIEHUIO -
nvaoB 1 OHK, akTvBHbIM dbopMam KKcniopoaa, CBOOOAHBIM paamnkanam, a
TakXe CBA3bIBaTb M BbIBOANTH NMPOMEXYTOYHbIE TOKCUYHbIE METabONNThI
KNETOYHOrO ObIXaHWSA 1 KCEHOBMOTMKM BQ MHOIOM CBA3aHa C akTUBHOCTbBHO
MUTOXOHAPWaNbHbIX DEPMEHTOB 1 TOHKOW PEryNsaLmMm NX akTUBHOCTW. B oaH-
HOM pasfesie NPoBOAMTCS KOMMJIEKCHbIV aHan3 reHoB, KOTOPbIV [JO3BOJISET
OLEHUTb BO3MOXHOCTY KOXMW, CBSAI3aHHble C ee 3allUTHbIMW CBOWCTBAMU B
bopbbe ¢ geincTereM ADK, KCEHOBUMOTMKOB, afiNIEPreHoB, a TakXke OLEHUTb
PUCKN BO3HUKHOBEHWNS aTOMUYECKUX peakLnii B COOTBETCTBUM C BbIABIEH-
HbIM MOTeHLManoM Komnnekca epPMEHTOB.

Wccnepyemble reHbl + deHOTUN

SOD1

SOD2

| car |

Y Bac He oBHapyeH anneflb, aCCoLMMPOBaHHbIA CO CHUXEHHOW aKTMBHO-
CTbtO cynepokcmaancmyTasbl 1. He BbISBNEH reHeTU4eckmin dhakTop prcka
BO3HMKHOBEHWSI OKCUOATUBHOMO CTpecca.

Y Bac He 06Hapy»eH ansesb, aCCOLMMPOBaHHBbIV C NOBbILLEHNEM aKTUBHOCTU
cynepokcuaamcmyTassbl |l He BbISIBNEHO NPOTeKTUBHOIO chakTopa BO3HUK-
HOBEHMS OKCUOATUBHOIO CTPecca.

Y Bac oBHapyxeH annefb, KOTOPbI acCOLMMPOBAH CO CHUXEHWEM aKTWB-
HOCTW KaTanasbl, KOTopas HapaBHe C ryTaTMOHMEePOCKMOa30M noMoraeT
KJeTKe CrpaBnsaTbCs C NePeKMCHbIMU paanKanamu. depMeHT aBnseTcs Ya-
CTbHO CUCTEMBI 3aLUNTbI OT BO3AENCTBUSA CBOOOAHbLIX PaanKanoB. CHUXeHWe
aKTWBHOCTM KaTanasbl ABNAeTCS (hakTOPOM pUCKa BO3HUKHOBEHWA OKCUa-
TMBHOrO CTpecca.
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Y Bac He o6HapyskeH anefb, KOTOpbI aCCOLMMPOBAH CO CHUKEHMEM aKTHB-
GPX1 HOCTW FyTaTUOHNepoKcKaassl |. He BbiABNeHo thakTopa prcka BO3HUKHO-
BEHMS OKCMAATVIBHOIO CTpecca.

NADPH:X1HOH okcuaopeayKTasbl, KOTopas OCYLLIECTBAAET BOCCTAHOBIEHNE
kosH3nma Q10. PepMeHT ABMAETCA YaCTbiO CUCTEMbI 3alMTbl OT BO3eN-
CTBUSI CBODOHbIX PaanKanoB. CHMXeHMe CTabnNbHOCTH dDePMEHTa CKasbl-
BAETCA CHWXKEHMEM CKOPOCTM BOCCTaHOBNEHUA KO3H3MMa Q10, 4To ABnsAeT-
cs hakTOpPOM pUCKa BOBHUKHOBEHWSI OKCUAATUBHOMO CTpecca.

| NQOT

I Y Bac 06Hapy>|<eH annenb, aCCOUMUPOBAHHbIV CO CHVXXEHWEM CTabUABHOCTH

BCMO1 Y Bac He oBHapy>eH annesb, KOTOPbIA aCCOLMMPOBAaH CO CHUXXEHHOIN CKOPO-
CTbHO NPEeBpaLLeHNs NULLIEBbIX B-KAapOTEHOB B PeTUHASb. He BbIsiB/IEH reHe-
TUYeCKMin hakTop pucka AeuuTa BUTaMmnHa A 1 BOSHWKHOBEHUSI OKCcHAaa-
TUBHOIO CTpecca.

Y Bac oBHapy»eH annenb, KOTOpbIA acCcounmMpoBaH ¢ 6onee BbICOKMM ypOB-

Hem BMTaMuMHa E B nna3me KpoBW. CHUKEH PUCK BO3HUKHOBEHKA feduumTta
BUTamMuHa E B KpoBUW. He BbisiBNeH hakTop pucka BOSHUKHOBEHWSI OKCUaa-
TWMBHOIO CTpecca.

I Intergenic

Y Bac oBHapy>KeH annesb, KOTOPbI aCCOLMMPOBAH C MOBbILLIEHHbIM YPOBHEM
I APOA5 I TPUrAULEpUIOB B KPOBYW W MOBbILLEHHbIM YPOBHEM BUTamuHa E B nnasme

KpoBU. CHUXEH PUCK BO3HWMKHOBEHWSI OKCUMOATMBHOIO CTpecca no AaHHOMY
napameTpy.

I SLC23A1 I Y Bac o6Hapy»eH annesb, acCoOLMMPOBAaHHbIA CO CHMKEHHbIM YPOBHEM BU-

TamuHa C. MyTauns B reHe SLC23AT, KOTOPbIN KoAMpYeT BenoK-nepeHoCcUmK
BUTaMuHa C, NpUBOAMT K CHMXKEHWIO cneundmnyHocTn 6enka, YTo NpuBoanT
K CHWXeHMto adpheKTUBHOCTM TpaHcnopTa BuTaMuHa C B KneTky. BoiseneH
PaKTop pUcka BOSHUKHOBEHMSI OKCMAATUBHOIO CTpecca.

I CornacHo OaHHbIM aHKEeTbI Yy Bac nosbliuleH pnckK BO3HUKHOBEHNA OKCKaa-

I 06pa3 XusHu TUBHOrO CTpecca.
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PesynbTaTt

Sdbenmabl (BECHYLLIKM) — HACeACTBEHHbIN TMNEPMENaHo3, BCTpeYatoLwmines
y ntoaen ¢ I'n Il dpoToTmnamm Koxmn. 310 Mesikne 0bunbHbIE CBETNO-KOPUYHE-
Bble MATHa Ha nnLe, nnevax, rpyau. BeCHyLKM NoSBASOTCHA U3-3a HEpaBHO-
MEPHOro pacnpege%eclgvm MUrMEHTa MeNnaHvHa B KepaTuHoLmTax 6a3anbHOro
CNOS ANVAEPMUCE, Apennibl — 3TO CE30HHAA JUCXPOMUS, YCUNMBAKOLLIAACH
Mpy faHHOM CoueTaHNU reHoTUNa B BECEHHe-IeTHUM Nepuo Nnof BO34eNCTBUEM yJ'IpraCbI/ng'IETOBOFO obny-
M aHKeTHbIX AaHHbIX y Bac cHuXeH Jenuns.
PUCK BO3HUKHOBEHUS BECHYLLEK.
Mbl OLeHMBaeM aKTUBHOCTb TMPO3KHA3bl, KOTOPas BAMAET Ha CUHTE3 Mena-
HMHa, YTO CKa3blBAeTCA Ha pUCKe NOABEHUSA BECHYLLEK. A TaKxe NpoBOAVIM
aHanua perynsTopHoro goaktopa UHTepdepoHa 4, KOTopblin peryampyeT Ko-
JIMYECTBO MeNaHnHa B KEpaTUHOLMTAX.

Wccnepyemble reHbl + deHOTUN

Y Bac He oBHapyeH annenb, KOTOPbIA aCCoOLMMPOBAH C YCUIEHNEM aKTUB-

IRF4 HOCTW reHa TMpO3nHa3bl. [pn OTCyTCTBUM AeddeKTOoB B reHe TMPO3nHa3bl,
KOTOPblE aCCOUMMPOBaHbI CO CHUXEHWEM aKTUBHOCTW dhepMeHTa, pUCK BO3-
HVKHOBEHMS MATMEHTHbIX MSATEH W BECHYLLIEK HE CHUXEH.

Y Bac obHapyxeH annenb, KOTOpPbIA acCoOLMMPOBAH CO CHUXEHWEM aKTWB-

TYR HOCTW TWPO3MHa3bl. MOHWXEHHAaA CKOPOCTb CUMHTE3a MeflaHWHa CHMXKaeT
9(pheKkTUBHOCTb MefaHoreHesa, YTo sSIBASETCS NPOTEKTUBHbIM dDaKkTOPOM
B N1aHe BOSHUKHOBEHWS HEXeNaTeNbHOM NUrMeHTaumMmn. GeHoTUNMYECKM 3TO
nposinaeTcs 6onee CBETNOM KOXeN.

CornacHo aHHbIM aHKeTbl y Bac npucyTcTBYOT (hakTopbl pUcka BO3HUKHO-
BEHWSI BECHYLLEK.

I 06pas XnsHu
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PesynbTaTt

anI AAQHHOM COYeTaHUn reHoTnuna u
AHKETHbIX AaHHbIX Y Bac Heckonbko
NnoBbllWEeH PUCK BO3HNKHOBEHUA
nUrMeHTaumn.

rMnepnurMeHTaLmns BO3HUKAET NpW NMOBbILLIEHHOM COEPXKAHUN MeNaHVHa B
KOXE BCIEACTBME YBENMYEHNA BbIPAOOTKM MeNlaHnHa MenaHoumMTamMn U po-
CTa uMcna NUrMeHTHbIX KNeToK. K yCUNEHWIO MenaHoreHesa, Kaxk afanTus-
HOV peakLMM KOXM, MOXET NPUBOANTL K000e BO3AENCTBUE, NMPU KOTOPOM
MPOMCXOONT NOBPEXIEHME KIETOK, NOSBIEHME CBOOOAHbIX PAAVKaIoB U aK-
TMBALMS UMMYHHOK CUCTEMBI. OCHOBHbBIMM hakTopamm, CNOCOBCTBYOLWMMM
PasBUTWIO MMNEPMENaHo30B, B T. Y. MefasMbl, ABNAKOTCS CONHeYHOe 06ny-
YeHue 1, reHeTUYecKn 0byCoBeHHas, NOBbILLeHHaA YyBCTBUTENbHOCTb Me-
NaHoUMTOB. [pKn PaCCMOTPEHUM PUCKA BO3HWMKHOBEHWUS TMAEpnMrMeHTaLmnm
HEeoOX0aMMO MPOBECTM aHanM3 reHoB, OTBEYaoLWMX 3@ CUHTE3 MENaHMHA, 1
FEHOB, PErYMPYHOLLIMX NOTEHLMA (DEPMEHTOB, MPOTUBOAENCTBYHOLIMX OKCU-
JaTUBHOMY CTPeccy.

WNcecnepyembie reHbl + peHoTun

| MC1R |

TYR

OKkcunpaTuBHbIN cTpecc

O6pa3 XusHu

Y Bac He oBHapyxeH annefb, aCcCoOUMMPOBAaHHbIN C HapyLleHeM DyHKLKK
peuenTopa MenaHoUMTCTUMYMPYIOLWEro FOPMOHa, MO3TOMY B OTBET Ha Bbl-
BpoC a-MeNnaHoUMUTCTUMYMPYHOLLIErO FOPMOHA MPOUCXOANT afeKBaTHasA Bbl-
paboTka symenaHuHa (TeMHOro nurmeHTa). C 0fJHOM CTOPOHbI, 3TO ABNAETCS
reHeTuYeckum hakTOpOM prcKa BOSHWKHOBEHWUSI HeXenaTeNbHoN aymena-
HWHOBOW NMWIMEHTaLUMW B OTBET Ha pas3gpaxuTefb, a C APYyron CTOPOHbI - B
OTBET Ha COMHeYHoe 0bJyYeHne afekBaTHO NpoTeKaeT MeflaHoreHes, KOoTo-
PbIi ABNSIETCA MPOTEKTUBHBLIM (DaKTOPOM (DOTOCTaPEHNS.

Y Bac obHapyxeH annenb, KOTOPbI acCOLMMPOBAH CO CHUXEHMEM aKTUB-
HOCTW TUPO3MHa3bl. MOHMXKEHHAs CKOPOCTb CUHTE3a MeflaHWHa CHUMXaeT
9(pheKTUBHOCTb MeniaHoreHesa, YTo ABAAETCS NPOTEKTUBHbIM dDakTOpoM
B NNaHe BO3HWKHOBEHNS HEXeNnaTelbHOM MUrMeHTauum. @eHOTUNNYECKN 3TO
nposiBnaeTcs 6onee CBETNOM KOXEN.

Y Bac cHuxeH PUCK BOSHMKHOBEHMNA OKCMOATMBHOIO CTpecCa Nno ncecrenye-

MbIM FrEHETUYECKNM MapKepaM.

CornacHo [aHHbIM aHKeTbl y Bac npucyTcTBYOT (hakTopbl pUcka BO3HUKHO-
BEHWSI HeXenaTenbHON NMrMeHTauum.
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Wccnepyemble reHbl + deHOTUN

peuenTtopa MeaHOUNTCTUMYMPYOLWero ropmMoHa, nosTtoMy B OTBET Ha
Bbl6pOC a-MenaHounTCTUMynnpyrowero ropMoHa nponcxoanT agekBaTHana
Bblpa@OTKa dyMeJiaHNHa (TeMHOI'O I'II/IFMeHTa). 3TO ABNAETCA reHeTUYECKUM
CbaKTOpOM PUCKa BO3HMKHOBEHNA HexenaTenbHON SyMeJ'IaHVIHOBOVI MMrMeH-
Taunn B OTBET Ha KOHTPOIMPYEMOE NoBpexXaeHne KoOxun.

I Y Bac He oBHapyeH anneflb, aCCOLUMMPOBAaHHbIN C HapyLleHeM yHKLMN

| MC1R

Y Bac oBbHapyeH annenb, KOTOPbIiA aCCOLUMMPOBAH CO CHUXEHUEM aKTUB-

TYR HOCTW TUPO3MHa3bl. [OHMXEHHAs CKOPOCTb CUHTEe3a MefaHWHa CHuxaeT
3P eKTUBHOCTb MeflaHoreHe3a, YTo ABASeTCA NPOTEKTUBHbIM (DaKTOPOM
B NnaHe BO3HMKHOBEHWS TPaBMaTUYeCKOR NUrMeHTaLmm.

Y Bac CHUXEH PUCK BO3HUKHOBEHMA OKCUOATMBHOMO CTpecca no nuccneaye-

OKkcupaTuBHbIN cTpecc
MbIM FT€EHETUYECKMNM MapKepam.

I Y Bac Heckonbko NOBbILWEH PUCK BOSHUKHOBEHMS BOCMaNeHs no ncenenye-

I BocnaneHMe MbIM FrEHETUHECKNM MapKepaMm.

CornacHo JaHHbIM aHKeTbl y Bac NpucyTCcTBYOT (hakTopbl pUcKa BO3HUKHO-
I BEHWsI TPaBMaTUYECKOW NrMeHTaLmm.

I O6pa3 XusHu

PesynbTaTt MY MEXaHUYECKOM, XUMUYECKOM MW NTFOBOM APYrOM MOBPEXOEHWN KOXM B
opraHmame 3arnyckaeTcs BoCnanuTebHas peaklingd, KoTopas HOCUT 3aLunT-
HbI XapaKTep W HanpasieHa Ha M30MALMIO NOBPEXAaroLIEro hakTopa, orpa-

HUYeHVe 0DNacTW MOPaXeHUs W CTUMYNAUMKO penapaTuMBHbIX MPOLECCOoB.
Mpu NOBPEXAEHNM TKAHEN B KOXE NOBbILLAETCA KOHLEHTpaUWs MeaMaTopoB
BOCNaneHus, obpasyroTcs cBoOOAHbIE pafmnKasibl, YTO He TOSIbKO yCyrybnsaeT
BOCMaNUTENbHOW PEaKLMK, HO U CTUMYIIMPYIOT CUHTETUYECKYIO aKTUBHOCTb
Mpun faHHOM COYeTaHUM reHoTMNa U MenaHoUMTOB. [103TOMY MOCNEACTBMEM PA3AMYHbIX TPABM KOXM, HEPEAKO

aHKeTHbIX AaHHbIX Y Bac HECKOMbKO ABNACTCA JIOKasibHadA nocTBocnannTelbHad NMrMmeHTauma.

NOBbILLIEH PUCK BO3SHUKHOBEHUSA B naHHOM pasfene, MOMUMO OLUEHKW FeHOB, KOAMPYHOLMX CUHTE3 MenaHn-

TpaBMaTMHECKOﬁ nMUrMmeHTauunu. Ha, OKCMOATMBHOIO CTPEeCCa Mbl TakKXe paccMaTtpnBaeM I'IOJ'IVIMOpCbVI?:MbI B
reHax, ooycnaBnmBarOLLINX PEaKTUBHOCTb KOXW M e€ CKJTOHHOCTb K BOCMasin-

TeNbHbIM peakLUnAaMm, CIDOTOJ:lepMaTOSaM.
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Wccnepyemble reHbl + deHOTUN

CUW PYHKLMOHANBHO 3pesioro anacTvHa. 9T0 NpMBOAUT K (DOPMMPOBAHMIO
BHEKIETOYHOr0 MaTPUKCa C NMOBbILLIEHHOM XPYNKOCTHIO 1 HAPYLIEHHOR (OyHK-
LMet yCTOMUYMBOCTU K PACTSKEHMIO. OTO MPOSABASIETCS CHUXKEHWEM 3MacThy-
HOCTM KOXMW, YTO MpU U3BbITOYHON Harpy3ke MOXET MPUBOAUTL K Hexena-
TeNbHbIM pacTsXkKam, NTo3am 1 T.4.

I Y Bac o0BHapyxeH anfefib, KOTOPbI aCCOLUMMPOBAH CO CHUXEHWEM aKCMpec-

| ELN

Y Bac He o6HapyXeH annesb, KOTOPbI aCCOLUMMPOBaH C HapaBOoTKOM Konna-
COL1A1 reHa | TUNa ¢ HapyLLEHHOMR CTPYKTYPOil. He BbifiBNEHO hakTopa pucka Hapy-
LeHUA (DOPMUPOBAHUA BHEKIETOYHOTO MATPUKCA.

[laHHbIA reHOTVN accoLUMMPOBaH CO CHUXEHHbIM YPOBHEM BuTaMuHa C Mo
I ncenefyembiM reHeTUHeCKUM MapKepam.

| sLc23at

Y Bac CHWXEH PUCK MIMKMPOBAHMA 1 MHOYLMPOBAHHOIO UM OKCUMAATMBHOIO
rnVIKVIpOBaHVIe CTpecca Mo UccnefoBaHHbIM NoKa3aTenaM no UccegyemMbiM reHeTUYeCKMM
MapKepam.

CornacHo faHHbIM aHKeTbl Yy Bac mpucyTCTBYHOT hakTopbl pUcKa, HEraTUBHO
I BAMAOLLIME Ha COCTOSAHME COCYAO0B.

I O6pa3 XusHu

PesynbTaTt

C O[JHOW CTOPOHbI_COCTOsIHWE KPOBEHOCHbIX COCYAOB BUAET Ha NpOHULae-

MOCTb COCYZMCTOW CTEHKU AN PasiMyHbIX KOMMOHEHTOB KPOBW, C APYrow
CTOPOHbI, COCYANCTas CTEHKA AOSXHa obecneyunBaTb CONpoTUBAEHNE O6b-
emMy_KpoBuW. PUINOMOrMYECKME N MeXaHUYEeCKMNe XapaKTePUCTVKN COCyan-
CTON CTeHKM obecrneunBatoT HENOK 3M1aCTWH, OTBEYAOLLMA 3a YNpyrocTb 1

9NaCTUYHOCTb COCYNO0B, N KOJareH, obecneynBatoLLInn Ccocynbl crocobHo-

Mpyn faHHOM COYETaHUM reHoTMNa U CTbIO PACLUMPSTHCA U cy>|<aTb|o_|ﬂ, peannayst TPaHCMOPTHbIE XapaKTePUCTUKM

cucTeMbl MUKPOLUMPKYAUMK. T1pn HapyLIeHWX B reHe, KOAVIPYHOLLIEM CUHTE3
aHKETHbIX AAHHBIX y BaC HeCKoNbKo 3M1acTuNHa, NnoriepeyHble CLIMBKM MeX[1y BOSIOKHaMM 351acTMHE 00pasyoTes B
MOBbILIEH PUCK BO3HMKHOBEHWA HEeOCTaTOYHOM KOMMYECTBE UK He o@rpasyroTCﬂ BOOOLLIE, YTO NPUBOANT K
HapyLLEeHWs 3/1aCTUYHOCTU COCYL0B. MCTOHYEHNIO N PACTAXKMMOCTM CTEHKN. TakxKe B JaHHOM pasfiene Mbl [JONoS-

HUTENbHO aHanM3npyem paboTy reHa, KOAMPYIOLEro MeTabonmam BUTamu-
Ha C, Heobxo4MMOoro Ans (PopMMPOBaHWSA BOJIOKOH KosilareHa 1 oLeHUBaem
PUCK MpoLiecca (hopMUPOBaHUsS KOHEUYHbBIX MPOYKTOB MINKaLMK, HapyLlaro-
LIMX PYHKLMOHATbHYIO aKTMBHOCTb U LIENIOCTHOCTH GENKOBOrO BOSIOKHA.
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®CE

PesynbTaTt

|-|pVI AAHHOM COYeTaHnn reHoTuna
N aHKETHbIX AaHHbIX Y Bac
CHUXXEH PUCK MMnKnpoBaHua no
nccnenoBaHHbIM NMoKasaTesiaM.

[MUKMpoBaHWe (Ha3biBaeMoe Takxe peakuuein Maiiepa) — aTo peakuys, BO
BpPeMs KOTOPOW caxapa CBsi3biBatOTCA CO CBODOAHOM aMWHOrpynmnon Mo-
nekynbl 6eKa, YTo NPUBOAUT K UBMEHEHWIO €ro CTPYKTYpbl. ITOT NMpoLiecc
npoTekaeT 6e3 yyacTna ePMEHTOB 1 PacTAHYT BO BpeMeHuW. B peaynbtaTte
peakumn 0bpasyoTcsa KOHeYHble NPOAYKThI MMKMPOBaHWS, Mopaxaioline B
Ynce NPOYNX U CTPYKTYPHble BENKIM KOXM — KOSIareH 1 anacTuH. Kak cnef-
CTBME, BOMIOKHA DEflkOB CTAHOBATCS XPYMKUMM, KOXa MOCTENEHHO TepseT
NpYrocTb 1 3NaCTUYHOCTb, ¥ NOABAAOTCA BUAUMbIE MPU3HAKN CTAPEHUS.
NMKNPOBaHME TakXe NPoABAAETCS NOBbILEHVEM MPOHULIAEMOCTH COCY[0B,
3aMe[lyIeHeM pereHepauum Koxu, yrHeTeHem npolecca KonnareHesa, 06-
pasoBaHvem pyBLIOBON TKaHMW.

Mccnepyembie reHbl + peHoTun

AGER

Glol

OKcupaTUBHbIN CTpece

O6pa3s XunsHu

Y Bac He BbISIB/IEH FreHeTUYEeCKMIA hakTop prcKa rMKMPOBaHUS 1 ONocpeo-
BaHHOI0 UM OKCWIATVMBHOIO CTpecca.

Y Bac He obHapyeH annesb, KOTOPbI aCCOLMMPOBAH CO CHUXEHHOI aKTWB-
HOCTbHO FIMOKcoNasbl |. He BbIABNEH reHeTUYecKmin hakTop puUcKa MnKMpo-
BaHMS 1 OMOCpefoBaHHOIO MM OKCUMAATVBHOIO CTpecca.

Y Bac CHUXeH pUCK BO3HUKHOBEHUS TMKMPOBAHWUA Ha (OOHE CHUXKEHHOTO
pUCKa BO3HUKHOBEHMS OKCMAATUBHOIO CTPecca no UCCneayeMbIM reHeTuYe-
CKUM MapKepam.

CornacHo flaHHbIM aHKeTbl Yy Bac NPUCYTCTBYHOT CbaKTODbI pncka BOSHNKHO-
BEHWNA MNKMPOBaHNA N, aCCOLIMMPOBaAHHOIO C HUMMN OKCUAATUBHOIO CTpecca.



BuocTtapeHune | CuHTE3 1 gerpajauus KonnareHa

PesynbTtaTt

Mpu LaHHOM CoYeTaHUM reHoTUna
M aHKETHbIX JaHHbIX y Bac cHUXeH
PUCK YCKOPEHHOTO paspyLLeHus
KonnareHa.

KonnareH siBnseTca 0CHOBHbIM_ombpunnspHbimM GenikoM (ao 70 %), obecrie-
YMBAKOLLMM MEXaHWYecKMe CBOMCTBA KOXM, ee MPOYHOCTb W COMPOTVBREHNE
K aecpopmMaumsamM. B TeueHmne Hallel XW3HW CUMHTe3 KoslareHa npoucxoamnT
NOCTOAHHO /151 BOCCTAHOBMEHNSA 1 3aMeHbl MOBPEXAEHHbIX TKaHel 1nn cos-
[laH1s HOBbIX KNeTOYHbIX CTPYKTYP. OHAKO, NOCTOAHHO NPOMCXOAMUT U paspy-
LUeHWe KoJareHoBbIX BOIOKOH N0 BO3AENCTBMEM (DEPMEHTOB KoJlareHa-
3bl, CTPOMENM3MHa-1 1 xenatuHasbl B. [pu onpegeneHHbIX NoaMMoponamax
aKTUBHOCTb (DEPMEHTOB MOXET BbIThb CHWXEHa, B pe3y/ibTaTe, B KOxe obpa-
3yeTcs HEeNOSHOLEHHbIV He3pesiblii KonnareH, VLLIEHHbIN Hy>XHbIX ynpyro-me-
XaHWYECKNX CBOWCTB. VI3MEHAIOTCS MapameTpbl PacTAXUMOCTY, BA3KOCTU
[epManbHO MaTpuUUbl, 311aCTUYHOCTY, aMopTU3aLmn. KonnareHoBble BOOK-
Ha «CAMNAOTCS», KOXa TepseT CBOK 31aCTUYHOCTb W yNpyrocTb. CHUXeHne
KONMYeCTBa ¥ M3MeHeHWe KavyecTBa KosareHOBbIX BOSIOKOH B iepMe NpoBO-
UMPYHOT YCKOPEHHOEe CTapeHue KOXM, YMEHbLLUEeHWe TOMWNHbI AEPMasbHOIO
CNo#, OOPMMPOBAHKE MOPLLNH, CKNaAoK, NPOsiBEHNE FPpaBUTaLMOHHOIO NTo-
3a MArKUX TKaHew. YcyryonsaioT CUTYauulo CONHEYHOE W3MyYeHne, KypeHue,
HecbanaHcMpoBaHHoe fTaHve 1 Npodune pakTopbl.

Wccnepyemble reHbl + deHoTUN

I O6pas XusHu

CornacHo faHHbIM aHKeTbl y Bac npucyTtcTBytoT d:)aKTOpr puckKa noBblLle-
HWA CKOPOCTW pa3pyLlleHna KonareHa.
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COL1AT1

MMP1

MMP3

TIMP1

| sLc23at

MukuposaHue

Y Bac He o6Hapy»eH annesb, KOTOPbIA accoLUMMpoBaH ¢ HapaboTKo Konna-
reHa | Tvna ¢ HapyLEeHHOM CTPYKTYPOit. He BbisBneHo dhakTopa pucka Hapy-
LLeHNA hOPMMPOBaHNA BHEKNIETOYHOrO MaTpuUKea.

Y Bac He 0BHapyeH annesb, KOTOPbI aCCOLMMPOBaH C NOBbILLIEHHOW TPaHC-
KPUMNUWOHHOM aKTUBHOCTBIO TeHa, KOAMPYHOLIEro MeTasionpoTenHasy |
Tuna. He BbigBNeHO hakTopa p1cka MHOYLUMPOBaHHOM gerpafaLmnn KOMIo-
HEHTOB BHEKJ/IETOYHOIO MaTpUKCa.

Y Bac He obHapyeH annenb, KOTOPbIA aCCOLMMPOBAH CO CHUXEHHOW Tpac-
HKCKPUMUWMOHHOM aKTUBHOCTbBIO reHa, KOAMPYHLWEro CTPOMUENN3UH | nam
MeTannonpoTtemHasy Il Tuna. He BbisiBNeHO dhakTopa 3alunTbl OT MHIOYUMPO-
BaHHOM Aerpagaymmn KOMMNOHEHTOB BHEKTIETOYHOIO MaTpKKCa.

Y Bac He o6Hapy»eH asnnesb, KOTOPbI aCCOLMMPOBAH C MOBbILLIEHHBIM YPOB-
HEeM TKaHeBOro MHrMbuTopa MeTaanonpoTenHas.

Y Bac o6HapyeH annesb, aCCOLMMPOBaHHbIN CO CHUXEHHbBIM YPOBHEM BK-
TamuHa C. MyTaums B reHe SLC23A1, KOTOpbIA KoAMPYeT 6eM0K-NepeHoCcHMK
BUTamMuHa C, NPUBOAMT K CHUXEHWIO cneumdunyHocTy 6enka, 4To NpuBOanT
K CHUXeHWto 3dheKTUBHOCTM TpaHcnopTa ButaMmmHa C B keTky. BolaBneH
daKTOop pMUcKa HapyLLeHVA CUHTEe3a KosnareHa.

Y Bac CHUXeH pUCK YCKOPEHHOIO paspyLUeHnd KoniareHa n3-3a HakonneHus
NPOOYKTOB MUKMPOBaHNA Mo nccregyeMbIM reHeTu4eCkKnM MapkKepam.



buocTtapeHue | CoctossHWe anacTuHa
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PesynbTaTt

Mpw faHHOM coYyeTaHUK reHoTMMNa U
aHKEeTHbIX faHHbIX Y Bac noBbliweH
puck hopMmnpoBaHuMsa anacTuHa ¢
HapyLUEHHOW CTPYKTYPON.

JnacTvH Hapsady C KOMMareHoM M HEKOTOPbIMU APYrMMU COUBPUIIISIPHBIMM
HenkaMm HaxoanTCA B MaTPUKCE COEAMHUTENBHOW TKaHW, hOpMUpYs Tpex-
MEPHYIO CETb OEIKOBbIX BOMOKOH. J1aCTUH ABAAETCA OCHOBHbLIM OEIKOM
3M1acTUYECKNX BOJIOKOH, KOTOPble B OOJSbLUMX KOMMYECTBaxX COAEepPXaTcsa B
MEXK/IETOYHOM BELLECTBE TaKWX TKAHeW, Kak KoXa, CTeHKM KPOBEHOCHbLIX
COCY[I0B, CBA3KMW. OTN TKaHW 0611afaroT OYeHb BaXKHbIMU CBOVCTBAMM: OHM
MOI'YT PacTArMBaThbCA B HECKONBbKO Pas Mo CPaBHEHWUIO C WCXOAHOW [On-
HOW, COXPaHAsi NPV 3TOM BbICOKYH NMPOYHOCTb Ha PaspbiB, M BO3BPALLATLCS
B NMepBOHaYasibHOe COCTOSAHME MOCSEe CHATUSA Harpy3Ku.

|_|pl/l Hannymm I'IOJ'II/IMOpd)VI3M8, nonepeYHble CLUMBKKW MeXOy BOJIOKHaMK
af1acThHa ob A3YKOTCA B HENOCTAaTO4YHOM KOJIN4eCTBE WK He o6pasy+0T—
cs BooOLLE. CnefcTBue 3T0ro, y a1aCTU4eCcKnx TKaHen CHMXKaeTCd npenen
MPOYHOCTU Ha pa3pbiB N MOABIAKTCA TakMe HapylleHWA, Kak UCTOHYeH-
HOCTb, aTOHWA, MOBbILLIEHHAA PACTAXNMOCTb.

Wccnepyemble reHbl + heHoTUn

| ELN |

O6pa3 XusHu

Y Bac o6HapyXeH annesb, KOTOPbI aCCOLMMPOBAH CO CHUXEHNEM SKCMpec-
CUM PYHKLMOHABHO 3pesioro anacTvHa. 970 NPUBOAUT K (DOPMMPOBAHMIO
BHEKJIETOYHOMO MaTpUKCa C HapyLIEeHHOW ADYHKLIMEN YCTOMYMBOCTM K pacTs-
YKEHWHO 1 MOBbILLIEHHOM XPYMKOCTbO. 3TO MPOSABAETCS CHUXKEHNEM d1acTWY-
HOCTW KOXW, YTO NP N3BbITOYHOM Harpyake MOXeT NpPUBOOUTL K Hexena-
TesbHbIM PacTAXKaM, NTo3aM 1 T.4.

CornacHo jaHHbIM aHKeTbl y Bac MpycyTCTBYHOT hakTopbl, HEraTUBHO BNWS-
toLMe Ha COCTOsIHME 31acTuHa.



buocTtapeHue | [TmnanypoHoBas KMUcoTa
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PesynbTar

Mpy faHHOM coYeTaHuu reHoTmna u
aHKeTHbIX AaHHbIX Y Bac ckopocTb
pa3pyLleHns CO6CTBEHHOM
rmanypoHOBOI KMCOTbl HECKOJIbKO
MoBblLIeHa Npu HOpMasTbHOM
YPOBHE CUHTe3a.

MManypoHoBas KucnoTa sIBASeTCS MyKOMOMMCaxapuaoM Win BeLIeCTBOM,
KOTOPOe MpOAYLMPYETCS B_MEXKIETOUYHOM MPOCTPAHCTBE U BbIMNONMHAET
pyHKUMM KapKaca TKaHei. TakxXe rvanypoHoBasi KMcioTa 3afefcTBoBaHa
B NpoLieccax 3aXWBAeHNs paH, BAMSIET Ha MMMYHHbIe peakLuy, y4acTByeT B
aHrvoreHese, 6rOKMpYeT NENCTBYE Ha KNeTKK CBODOAHbLIX paankanos. B Ka-
XJIOM OpraHn3mMe ranypoHoBas K1cioTa BblpabaTbiBaeTCcs U pa3pyllaeTcs
€CTecTBeHHbIM 00pa3oM, YTO MPOUCXOAWT MOL AEACTBUEM CreLuannampo-
BaHHbIX (DepPMEHTOB.

B maHHOM pasgenie paccMaTpmnBaroTCA I'IOJ'IVIMOpCbVISMbI B reHax, OTBeT-
CTBEHHbIX 3a CUHTE3 TnajlypoHaT-CMHTEeTa3aMu rmajiypOHOBOW KUCOTbI U
ee gerpagauynto nocpedcTtBoM rranypoHmaas.

Wccnepyemble reHbl + heHoTUn

HAS1

I O6pa3 XusHu I

JaHHbIA reHoTUMN acCoUMMPOBAH CO CHUXXEHHOW CKOPOCTbID PaspylleHus
CcOBCTBEHHOM MManypoHOBOM KUCNOTbI MO UCCNeayeMbIM FeHETUYECKM Map-
Kepam.

CornacHo faHHbIM aHKeTbI y Bac npucyTCTBYHOT (hakTOpPbl pUCKa NMoBbILLIEH-
HOI CKOPOCTW pa3pyLUeHNs M1anypoHOBOW KCOTHI.



BocnanutenbHble npouecchobl | CKINOHHOCTb K BOCMNaJIeHUAM

PesynbTtaTt

[Mpn faHHOM coYyeTaHuuM reHoTMNa u
AHKETHbIX AaHHbIX Yy Bac Heckonbko
noBbIWEH PUCK BO3HUKHOBEHUA
BOCnaneHua n runeppeakunn Ha
KOoCcMeTn4deckune npouenypol.

-

PeakTUBHOCTb KOXM — 9TO CKJIOHHOCTb K PasapaXeHuto, BOCMannTeNbHbIM
W annepruyecknM peakumsam. MNoBblleHHas YyBCTBUTENbHOCTb KOXM YacTo
oOycnoBieHa HapyLUeHeM LeNOCTHOCTH POroBOro C/lost anuaepmMmca 1, Kak
CNeNCTBUE, CHUXKEHMEM ero bapbepHoy (PyHKLUMK. HegocTaTouHaa 3alimta
0T HEBNaronpUATHbIX BHELLHWUX BO3EUCTBIN BefeT K becnpensTCTBEHHOMY
NPOHWUKHOBEHWIO B KOXY PasfINyHbIX BHELIHWX pa3apaxuTenen.

B OopraHmamMe 3a BocnasnTesibHble NMpoLecChbl OTBeYatoT reHbl CUCTEMbI NH-
TEPNENKNHOB, Haln4dune I'IOJ'IVIMOpCbI/]ﬁMOB B KOTOPbIX MOXET NOBOPUTb, Kak
O NMOHWMXEHHOW, TaK N O NMOBbLILUEHHOW CKJTOHHOCTW K BOCNaINTESIbHbIM peak-
umam. Mx nccnegoBaHne faet BO3MOXHOCTb MpefckasaTh, HACKOMbKO CHflb-
HbIM 1 fONruM OyneT BoCnaneHne, OUeHNTb YyBCTBUTEIbHOCTb KOXW, npe-
PacnoNoOXeHHOCTb K 3pUTEME, MPOrHO3MPOBaTb CKOPOCTb 3aXMBJIEHNA PaH.
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Wccnepyemble reHbl + deHOTUN

aKkcnpeccun chakTopa Hekpo3a onyxonu (GPHO-a), KOTopbI ABNAETCA MHOMO-
dhyHKLMOHaNBHbIM NPOBOCNANUTENBHBIM LMTOKMHOM. ®HO-a cTumynupyeT
MPOAYKLMIO Takmnx UMTOKMHOB Kak WJ1-1, J1-6, NJ1-8 v gpyrux. MyTauus B
reHe ®HO-a aBnseTcs PakTOPOM pUCKa MOBbILLEHHON YyBCTBUTEBHOCTM
KOXWM K pasgpaxunTesiam 1 CKIIOHHOCTH K BOCMAaNEHMIO.

I Y Bac oBHapyeH annesb, KOTOPbI aCCOLMMPOBAH C MOBbILIEHHBIM YPOBHEM

| TNFa

aKkcnpeccun WI-6, KOTOpbIn ABAAETCA MNPOBOCMANNTENbHBIM LMTOKMHOM.
MyTauusa B reHe UJ1-6 aBndetca dhakTopoM pucka MoBbilLeHHON Bocanm-
TEeNbHOM peakUmm,

I Y Bac oBHapyeH annesb, KOTOPbI aCCOLMUPOBAH C NOBbILIEHHBIM YPOBHEM

T

Y Bac obHapy»eH annefb, KOTOPbIi aCCOLUMMPOBAH C MOBbILLEHHbIM YPOBHEM
IL4 akcnpeccun WJ1-4, KoTopbin SBASETCS NpOBOCMaNUTENbHbIM LMTOKMHOM.
MyTaums B reHe WJ1-4 asnsetca pakTopoM pucKa BO3HUMKHOBEHWS MOBbI-
LIEHHON BOCMANUTENBHON peakLumm.

Y Bac He o6Hapy>KeH anenb, KOTOPbIi aCCOLMMPOBaH C MOBbILLEHHBIM YPOB-
IL13 HeM akcnpeccun MI1-13. He BbISBAEH reHeTUYeCKuil dhakTop pyUcka BO3HUK-
HOBEHUS MOBbILLEHHO BOCMaNUTENbHON peaKLmy.

Y Bac He oBHapy>KeH ansenb, KOTOPbIi aCCOLMMPOBAH C MOBLILLEHHBIM YPOB-
IL6R Hem aKcnpeccumn pelenTopa WJ/1-6. He BbigBeH reHeTuyeckuii hakTop pu-
CKa BO3HWUKHOBEHUS MOBbILLIEHHON BOCTaNNTENbHOM peakLmi.

CornacHo faHHbIM aHKeTbl 'y Bac NpucyTCTBYIOT (DaKTOPbl pUCKa BO3HUKHO-
O6pas Xu3Hu BEHMA NOBbILEHHON CKIOHHOCTU K BOCMANNUTENbHbBIM MPOLeccam.
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PesynbTar

Posaljea — XPOHMYECKOE MONMSTUIONMHYECKOE peLuanBmpytollee 3abone-
BaHWE KOXMW JI1LA, YacTo OBYCIOBMIEHHOE aHMMOHEBPOTUYECKUMI HapyLle-
HUAMU. OOHUM W3 TPUMTEPHbBIX MEXaHU3MOB BO3HUKHOBEHWSA W Pas3BUTKA

po3alea ABJIdeTCA MUSMeHeHe TOHYyCa NOBEPXHOCTHbIX COCYAOB KOXW inua,
KOTOpLIe O6yC)'IOBJ'I€HbI pasinyHbIMMN BHELLIHNMM (COJ'IHe‘-IHaﬂ NHCOIALNGS,

an AaHHOM COHETaHN reHoTuna u BO3OENCTBME Tera, Xos1o4a, 4acTble XMMn4yeckmne mnusinHrn, yr|0Tpe6neHV|e

aHKeTHbIX AaHHbIX Y Bac Heckosbko anKorons) v BHyTPeHHUMU (MHADEKLIMOHHbIE 3a00eBaHns KOXW, 3a6oneBa-
MOBbILIEH PUCK BO3HUKHOBEHWSA HWSI NMLWEBAPUTENbHOrO TPaKTa, COCYANCTO-HEBPOTMYECKIME peakLnm) dpak-
Topamu.

posaueu v Kyrneposa.

711 TOro, YTOObI ONpeAeMTb PUCK BOSHUKHOBEHMUS PO3aLien 1 Kyrneposa, He-
00X0AMM KOMMIEKCHBIM MOAXO[ C YHETOM reHOB, CBA3aHHbIX C COCTOSIHUEM
COCY0B, BOCNANNTENbHBIMU peakLiMaMu, NOHNXKXEHHBIM KOHTPOMeM oKcuaa-
TMBHOIO CTPecca, 3alnTHbIMU DYHKUMAMMN 3NnAepmuca.

Wccnepyemble reHbl + peHoTUN

aKkcnpeccun chakTopa Hekpo3a onyxonm (PHO-a), KOTopbIA ABNAETCH MHOMO-
yHKLMOHANBHbIM MPOBOCNANUTENbHBIM LMTOKMHOM. ®HO-a cTumynunpyeT
NPO4YKUMIO TakMX UMTOKUHOB Kak WJ1-1, WJ1-6, NJ1-8 n gpyrux. Mytauua B
reHe ®PHO-a aBnseTca hakTOPOM pUCKa BO3HUKHOBEHWS po3alen 1 Kyne-
posa.

I Y Bac obHapy»eH annenb, KOTOPbI aCCOLUMUPOBAH C NOBbILLEHHbIM YPOBHEM

| TNFa

Y Bac 0BHapyskeH annefb, KOTOPbIi aCCOLMMPOBAH C NOBbILLIEHHbIM YPOBHEM

IL6 akcnpeccun J1-6, KOTOPbI ABASETCA MPOBOCNANMTENbHBIM LUTOKMHOM.
MyTaums B reHe WJ1-6 aBnsetcs DakTOPOM pucKa yCuaeHns npoBocnanm-
TeNbHOM PeakLMM KOXH.

Y Bac He o6Hapy»eH annesb, KOTOPbIN aCCOLMMPOBaH C NOBbILLEHHbIM YPOB-
IL6R Hem akcnpeccun pelenTtopa W1-6. He BbIsSsBNEH reHeTUYecKnii hakTop pu-
CKa MOBbILLEHHOW YYBCTBUTENBHOCTH KOXM K BHELUHUM pa3apaXKnTensm.

Y Bac He 0BHapysKeH anesb, KOTOPbI aCCOLMMPOBAH CO CHUKEHHOM TpaHC-
MMP3 KPMMNUMOHHOW aKTUBHOCTBIO reHa, KOAMPYHOLWEro MeTannonpotemHasy |,




BocnanutenbHble npouecchl | Po3auea v Kynepos

MMP1

SOD1

SOD2

I CocTosiHue cocynoB

MurmeHTauyus

OKcupaTUBHbIN CTpece

I O6pas XusHu

Y Bac He o6GHapy>eH annesb, KOTOpPbIi aCCOLMMPOBaH C NMOBbILLIEHHOW TPaHC-
KPUMUMOHHOM aKTMBHOCTBLIO eHa, KOAMPYHOLWEro MeTassionpoTemHasy |
Tuna. He BbIABEHO hakTopa pucka BO3HUKHOBEHWSA po3aLien 1 Kyneposa.

Y Bac He oBHapyxeH anfenb, KOTOpbIA acCOLUMMPOBAH CO CHUXEHWEM aK-
TMBHOCTM UMTO30/1bHOV CyNEPOKCUAANCMYTa3bl. He BbISBEH FrEeHETUYECKNI
haKTop prcka BOSHUKHOBEHWSI po3aLlen 1 Kyrnepo3a.

Y Bac He oBHapyXeH annenb, KOTOPbI aCCOUMMPOBaH C MOBbILLIEHVEM aK-
TUBHOCTUW CyrnepoKcuaAMCMyTasbl. He BbISiBNIEHO NPOTEKTUBHOrO chakTopa
BO3HWKHOBEHWA pO3aLlen 1 Kyneposa.

Y Bac HeckonbKo MoBbILLEH PUCK BO3HUKHOBEHWS HAPYLUEHUS 3N1aCTUYHOCTU
COCy[noB Mo nccrnegyeMbIM reHeTu4eCKnmM MapkKepam.

Y Bac noBbllLUeH pUCK BO3HUKHOBEHWSA MUIMEHTaLWK, YTO SBNAETCA NpoTeK-
TUBHbIM (HaKTOPOM BO3HVKHOBEHUS po3aLien ¥ Kyrneposa rno Uccnenyembim
reHeTM4YeCKUM MapKepam.

Y Bac CHVXeH prCK BO3HWKHOBEHWSI po3aLien 1 Kyrneposa Ha DoHe CHUXKEH-
HOrO p1CcKa BO3HUKHOBEHUS OKCUOATUBHOIO CTPEecca Mo UCChefyembiM re-
HETUYECKMM MapKepaMm.

CornacHo faHHbIM aHKeTbl Yy Bac npucyTcTBYOT (hakTopbl pUCKa BO3HUKHO-
BEHWsI po3aLien 1 Kyneposa.
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BocnanutenbHble npouecchl | ATonnyeckun gepmaturt

PesynbTtaTt

MpuW faHHOM COYETaHUM reHoTMNa U
aHKETHbIX AaHHbIX ¥ Bac noebiweH
PVCK BOSHUKHOBEHMSI aTOMNYECKOro
AepmMatuTa.

ATOMNMYecKniA fepMaTUT — 9TO XPOHMYECKoe 9K3eMaTO3HOe BocnasieHve
KOXHbIX NOKPOBOB asfiepruyeckort NpupoAbl C NepuoanyecknM Yepenosa-
HUeM cTafuy PEMUCCUN 1 PELIMANBOB, NPOSBASIOLLNXCS CUIbHBIM 3YA0M U
MOBbILEHHOW PEAKTUBHOCTbBIO KOXHbIX MOKPOBOB. [1aToreHe3 aTonmyeckoro
nepMaTuTa MMeeT CUIbHYHO FreHeTMYeCKYHo COCTaBNArLLYIO. HacnenosaHme
aTOMNMYeCcKOoro 1epMaTmnTa OCyLLIEeCTBAAETCS MO NOAUIEHHOMY TUMY, MPU 9TOM
nepefaeTcst He camMo 3aboneBaHWe, a COBOKYMHOCTb reHeTnYecKnx pakTo-
POB, CNOCOOCTBYOLWMX (DOPMUPOBAHMIO NPEAPACMONOKEHHOCTM K 3ab0ne-
BaHM0. Mbl NpenaraéM pacCMOTPETb HECKOJIbKO IPyMn reHoB, KOTOpbIE B
TOW MAN MHOW CTeneHn CBA3aHbl C PasBUMTUEM aTOMUYECKoro AepMaTuTa:
reHbl, Koaupytowmre 6enky, ydacTBytowmve B DOPMUPOBaHUN anndepMarnb-
HOro Hapbepa; reHbl, Npeapacnonararoline K aTonmu; reHbl, BIMSIOLLNE Ha
IgE-OTBET; reHbl rUNeppeakTUBHOCTH KOXM, HE3AaBMUCUMOW OT aTOMUN.

Wccnepyembie reHbl + GpeHoTun

I 06pas XusHm I

CornacHo AaHHbIM aHKeTbI y Bac npucyTtcTByroT di)aKTOpr prcKa BO3HNKHO-
BEHNA aTOMMYECKOro nepMmaTtumTa.

4243 [TepcoHanbHbI FreHETUYECKUI OTYHET

| FLG

| TNFa

| L6

| IL4

IL13

IL6R

| FADs1
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Y Bac o6HapyeH annesb, KOTOPbI acCoLMMPOBaH C HapyLUeHeM dOyHKLNM
Benka. B pesynbTaTe BO3HWKAIOT HapyLLEHKA B MPoLIecce KepaTuHM3aumuy, a
Takxe B npoLiecce o6pazoBaHma NMF. MoBbILLIeH PUCK BO3HUKHOBEHMA aTo-
MMYeCKOoro AepMaTuTa, B TOM YUCAIE, ¥ CKPbITOrO aTOMMYeCKoro AepMaTumTa.

Y Bac oBHapyeH annenb, KOTOPbI aCCOLMMPOBAH C MOBbILLEHHBIM YPOBHEM
aKkcnpeccun dhakTopa Hekpo3a onyxonm (PHO-a), KOTopbIA ABNAETCH MHOMO-
yHKLUMOHANBHbIM MPOBOCMANUTENbHBIM LMTOKMHOM. ®HO-a cTuMmynunpyeT
NPOAYKLMIO Takmx UuMTokmHOB Kak WJ1-1, UJ1-6, UI1-8 n gpyrux. MyTauus B
reHe ®HO-a aBnsieTcA DakTOPOM pUCKa BOSHUKHOBEHWS aTOMMYECKOro Aep-
MaTu1Ta, B TOM YMCSIE U CKPbLITOM ero hopMbl.

Y Bac oBHapykeH annesb, KOTOPbIV aCCOLMMPOBAH C MOBbILLEHHBIM YPOBHEM
akcnpeccun WJ1-6, KOTOPbIM ABNSETCS MPOBOCMANTENBHBIM LIMTOKMHOM.
MyTaums B reHe WJ1-6 siBngeTca NpoTeKTUBHBbIM hakTOPOM BO3HUKHOBEHMWA
aTOMNMYecKoro gepmatuTta.

Y Bac He 06Hapy»eH annesb, KOTOPbIA aCCOLMMPOBaH C NOBbILLEHHbIM YPOB-
Hem WJ1-13. He BbIABNEH reHeTU4Yeckmin hakTop prcka BO3HUKHOBEHNS aTo-
MMYecKoro aepmMaTmTa.

Y Bac He obHapy»eH annefb, KOTOPbI acCoLMMPOBaH NOBbILLEHHbIM YPOB-
Hem akcnpeccun pelentopa MJ1-6. He BbiiBNeH reHeTUYecknin pakTop pu-
CKa BO3HWKHOBEHMS aTOMUYeCcKoro AepMaTuTa.

Y Bac He oBHapyxeH annefb, KOTOPbIN acCOLUMMPOBAH MOBbILLEHHbIM YPOB-
Hem akcnpeccun pelentopa W1-6. He BbisiBIEH reHeTUYeCKNIA hakTop pu-
CKa BO3HWKHOBEHMS aTOMUYECKOro fgepmMatumTa.

Y Bac obHapyeH annenb, KOTOPbIA aCCOLMMPOBAH CO CHUXEHHBIM YPOBHEM
PasNYHbIX NOSIMHEHACILLEHHbBIX XUPHbIX KMCMOT. BbigBneH dakTop pucka
CHUXEHWSA YPOBHA MOMMHEHACHILLEHHbIX XWPHBIX KMUCIIOT B MiasMe KPoBMu.
BbiaBneH chakTop p1cka BO3HUKHOBEHWA HapyLIEHNSt (DOPMUPOBAHMS POro-
BOro CJlos.



3a)kuBreHue paH un pybuesaHue | CKIOHHOCTb K pereHepaLmm

PesynbTaTt

Mpu JaHHOM COYeTaHUu reHoTMNa
M aHKETHbIX faHHbIX y Bac
HopMasbHasa apheKTUBHOCTb
pereHepaLymn KOXMW.

PereHepalms KoXu npeactasnset coboi NpoLecc BOCCTaHABNEHUS TKaHY,
NOBPEXJEHHON B pesysibTaTe MexaHW4Yeckoro Wam XMMUYECKOoro BO3Aen-
cTBud. [Tpoliecc pererepaluy cnocobcTByeT 0OPa30BaHNIO HOBbIX KNETOK
¥ ONTUMUZALIMN 3aLIMTHBIX CBOMCTB KOXHbIX DOKPOBOB. B 3aBMCMMOCTM OT
TOro, Kak BbICTPO NPOM30MAET STOT MPOLIECC, OYAET 3aBUCETb OCTaHYTCA NN
Ha KOXe pyOLOBble N3MEHEHUS, MUrMEHTALMS, BOCCTAHOBUTCS I HOPMasb-
HbIM MUKPOPENbed KOXHOMO NOKPOBA. PereHepaLlMOHHbIN MOTEHLMAN KOXM
4aCTO 3aBWCUT OT KOSMYECTBA akBanopuHOB, Tak Kak WX 3afjada COCTOUT
B BOCCTaHOBJ/IEHMM TPAHCMOPTHBIX BOSMOXHOCTEN KIETOUYHbIX MeMOpaH, a
Takxe 0T MeTabonmama ByTammHoB A, BS 1 B12, KoTopble BANAIOT Ha CKO-
POCTb pPereHepaLm TKaHen.
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Wccnepyemble reHbl + deHOTUN

Y Bac He oBbHapyXeH annenb, KOTOpbIA acCoLMMPOBAH CO CHUXEHHOW 3KC-
AQP3 npeccuern 6enka akeanopuHa 3. He BbIIBNEHO reHeTUYeCKOro dpakTopa pu-
CKa CHKeHNss adpheKTUBHOCTH pereHepaLmu.

Y Bac He 0BHapyKeH annenb, KOTOPbIA aCCOLMMPOBAH CO CHUXEHHbBIM YPOB-

FUT2 HeM BUTaMVHa B12 B nnasme KpoByW. He BbISIBAEH reHeTUYeCKuin hakTop
pyCKa BO3HUKHOBEHWA aecbuLmMTa BUTaMUHa B12 11 CHIKEHUS Tem CaMbiM
9P hEKTUBHOCTI pereHepaLmn.

Y Bac He 06Hapy>eH annerb, KOTOPbIi aCCOLMMPOBAH CO CHUKEHMEM aKTHB-

MTHFR HOCTW MeTuneHTeTparnapodonaTpeaykTasbl. He BbIIBAEH reHeTUYecKuil
haKTop prcka BOSHMKHOBEHWS AedhULMTa BUTaMUHA B 1 TeM cambiM CHU-
KeHUst apcheKTUBHOCTI pereHepaLn.

BCMOT1 Y Bac He oBHapyxKeH annenb, KOTOPbI aCCOLMMPOBAH CO CHUMXKEHHON CKOPO-
CTbHO MPEBPALLEHNA NMULLEBbLIX B-KapOTEHOB B peTuHasb. He BbIsiBeH reHe-
TUYeCKMin hakTop puUcKa BO3HWKHOBEHUSI HAPYLLEHWIA B NMpoLiecce pereHe-
paumu.

CornacHo laHHbIM aHKeTbI 'y Bac npucyTcTBYOT hakTopbl prcka BO3HWUKHO-
I 06pa3 XWU3HU I BEHWA HapyLLEeHWIA NPOLIEecca pereHepaLum,
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PesynbTaTt

Mpv faHHOM COYEeTaHUM reHoTUNa u
aHKETHbIX AaHHbIX ¥ Bac HECKONbKO
MOBbILIEH PUCK HAPYLIEHNS
npouecca py6LeBaHus.

Py6el; chopMupyeTcst BCMeACTBNE HapyLUEHUsT LUENOCTHOCTM KOXHOrO Mo-
KDOBA, JIOKaNbHOro MOBbILLEHUSA MHAEKCOB TOMB, 3aTAXHOMY NaTeHTHOMY
BOCMaMTENIbHOMY MPOLECCY, B pedynbTaTe MpoLecCoB 3aKpbITUA Aedek-
Ta HOBOW COEAMHUTENbHOW TKaHbto.” [aToreHe3 pasBuTUs pyoLOB A0BOSb-
HO CJIOXEH W perynmpyeTca LenbiM KOMMIEKCOM reHoB. B nepByto ovepeab
HeobxoanMa OLieHKa PenapaTopHOro NoTeHUMana KoXu, a Takxxe reHeTunde-
CKW-AEeTEPMUHMPOBAHHBIX MEXaHN3MOB, OTBEYAIOLMX 3a NocneaytoLlee pe-
MO[EMPOBAHNE TKaHW.

B cnydyae HopMasibHOM (DyHKLMOHANbHOW aKTUBHOCTM KeTok 6asanbHOro
C/1051 JOBEPXHOCTHOE MOBPEXAEHME SNUAEPMICA Yallle BCEro pereHepupyeT
6e3 00pazoBaHMs pyoLIOB. YeM ry6xe Npv TpaBMe NMOopPaXKeHWe CII0eB KOXMU,
TEM [/IMTesbHEee NMPOLIECC 3AaXMBIIEHUSA U BbIpaXeHHee pyoeL].

Wccnepyemble reHbl + deHOTUN

COL1AT1

MMP1

MMP3

TIMP1

Y Bac He obHapy»eH annenb, KOTOpbIi acCoLMMpoBaH ¢ HapaboTKOWM Kofna-
reH | TMNa ¢ HapyLleHHOM CTPYKTYpOoi. He BbiSBneHo dhakTopa pucka obpa-
30BaHVA HekpacnBoro pybua.

Y Bac He 0bHapy»eH ansnesb, KOTOPbI aCCOLMMPOBAH C MOBbILIEHHOM TPaHC-
KPUMNLMOHHOM aKTUBHOCTbLHO FeHa, KOAMPYHOLWEro MeTannonpotenHasy | Tuna.

Y Bac He obHapyxeH annesb, KOTOPbIA acCoOLMMPOBaH CO CHUXEHHOM TpaHC-
KPUMLMOHHOM aKTUBHOCTBIO FeHa, KOAMPYHOLLEro CTPOMUENN3NH | unmu me-
TannonpoTenHasy Il Tuna. He BbisBneHo cdhakTopa pucka obpa3oBaHns He-
KpacuBoro pybua.

Y Bac He o6HapyeH anesb, KOTOPbIA aCCOLMMPOBAH C NMOBbILLIEHHbIM YPOB-
HEM MHrMBMUTOPa MeTanonNpoTeNHas.



3axkmuBreHue paH n pybuesaHue | CKNOHHOCTb K py6LieBaHuIo

| ELN

FUT2

MTHFR

I O6pas Xun3Hu

Y Bac o6Hapy>keH annesb, KOTOPbIA aCCOLMMPOBAH CO CHUXEHMEM aKCMpec-
cun doyHKUMOHaNbHO 3pefioro 6enka.  3TO MpUBOAMT K POPMMPOBAHUIO
BHEKIETOYHOrO MaTpuMKCa C HapyLeHHON PyHKLMER YCTONUMBOCTY K pacTsi-
XEHWIO ¥ MOBBILEHHON XPYNKOCTbO. MyTauus B reHe sBnsieTcst hakTopoMm
pucka hopMMpPOBaHNS HEKPaCKBOro pybua.

Y Bac He o6Hapy>xeH annesb, KOTOPbI aCCOLUMMPOBAH CO CHUXEHHBIM YPOB-
HeM BUTamMunHa B12 B mnasme KpoBK. He BbisiBNeH reHeTuYecknii dhakTop pu-
CKa BO3HWKHOBEHNS AedbmumTa BUTaMmnHa B12.

Y Bac He o6Hapy»eH annesnb, KOTOPbIA acCOLMMPOBAH CO CHUXEHHBIM YPOB-
HeM BUTaMumHa BY. He BbIfBNEH reHeTUYeckunii hakTop pucka BO3HUKHOBE-
HVA gedbmumTta BUTamMmMHa B9. CHMXEH PUCK BOSHUKHOBEHWSI HapyLUEHWUI B
npouecce peMOAeNMPOBaHNS TKaHew.

CornacHo faHHbIM aHKeTbl y Bac NpucyTCTBYOT dhakTopbl pUcKa BOSHUKHO-
BEHMSA HapYLLUEHW NpoLecca pyoLesaHus.

48149
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MeTabonnam ButaMmnHoB | ButamuH B6

PesynbTaTt

[Mpy jaHHOM coveTaHun reHoTuna u
aHKETHbIX AaHHbIX y Bac HeCKONbKo
NOBbILIEH PUCK HapyLLeHUSA
mMeTabonnsma ButTaMmuHa B6.

BuTamuH B6 Mcnonb3yeTca B opraHnaMe /s CuHTe3a KochepMeHTOoB: Npu-
nokcanbdocaarta u I'IVIpVI)ZI,OKcaMVIHCbOCéJaTa. KochbepMeHTbl 0bpasytoTcs
nyTeM cpoCchOpUIMPOBaHNA NO MMOPOKCUMETWUABHOM rpynne B MATOM Mo-
NOXeHUN NMMPUMUAMHOBOIO KOsbLia NpK ydacTum pepMmeHTa nupuaoKcanbs-
KMHasbl M AT® Kak ucTouHmka chbochaTa. lMupuaokcaneBble EPMEHTbI
UrpatoT KITFOYEBYHO POJb B OOMEHE aMUHOKMCIIOT — KaTanmMaupyroT peakuum
TPaHCaMWHVPOBaHUS U NeKapOOKCUANPOBAHMSA aMUHOKUCOT, Y4acTBYHOT B
cneyndmyecknx peakLmsax MeTabonnmama oTebHbIX aMUHOKUCOT (CEpHHa,
TPEOHWHa, TpUNTOaHa, Cepocoep KallnX aMUHOKMCIIOT), @ Takxe B CUHTe-
3e rema.

Mbl paccMaTprBaeM [Ba IeHa, aCCOUMMPOBAHHbIX C MeTabonn3mMoM Bu-
TamvHa B6 B opranname. eHbl ALPL n NBPF3 cBsidaHbl ¢ npeBpalleHnem
BMTaMuHa B6 B ero akTvBHYKO GOOPMY W C_KOHLIEHTpaLuMeit fJaHHOro BuTa-
MWHa B opraHuname. 13-3a cBoen kKNtoUeBoin po B DOPMUPOBaHNM HOBbIX
KNeToK BUTaMnH B6 0COBEHHO BaxeH AN 300POBOro (OYHKUVOHUPOBAHMA 1
ObICTPOro BOCCTAHOBEHWS TKaHen. MHorne KoxHble 3a00/eBaHms, Hanpu-
Mep, 9K3ema 1 cebopenHbIi AepMaTuT, HanpaMyro cBs3aHbl ¢ AeddULMTOM
BUTaMKMHa B6.

50|51 [TepcoHanbHbI FreHETUYECKUI OTYHET
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Wccnepyemble reHbl + deHOTUN

| ALPL

| NBPF3

O6pas XnsHu

BbisiBNEH hakTop pyUcKa CHMXKEHMS YPOBHSA akTUBHOro MeTabonnTa BUTamu-
Ha B6.

BbisiBNeH dhakTop prcka CHUXKEHWS YPOBHS akTUMBHOro MeTabonnMama BuTa-
MWHa B6.

CornacHo faHHbIM aHkeTbl y Bac oTCyTCTBYOT dhakTopbl pUcKa BO3HUKHO-
BeHns fechmumnTa BUTaMmMHa B6.




MeTabonimsam ButTaMmHoOB | ButamuH B12

52|53 [TepcoHanbHbI FreHETUYECKUI OTYHET

®CE

PesynbTaTt

[Mpy jaHHOM coyveTaHun reHoTuna
M aHKEeTHbIX AaHHbIX Y Bac cHuKeH
pUCK BO3HUKHOBEHUSA feduumTa
BUTaMnHa B12.

ButamuH B12 ncnonb3yeTcs B OpraHn3ame B kayecTBe KOGhaKTOPOB pasnmy-
HbIX BUOXMMMYECKMX peaKumMi. ButammH B12 cuHTe3npyeTcs M1kpodhiopo
KULIEeYHMKa 1, 00pasysa KOMMIEKC C BHYTPeHHUM dhakTopom Kachna, BcacCbl-
BaeTCA B KULUEYHMKE. AKTMBHblE POPMbI BUTamMmMHa B12 obecneunBatoT
HOpMasbHyt0 paboTy (hepMeHTOB U3 Knacca pefyKkTas, KOTopble, B CBOKO
ouepenpb, rpeBpaLlaroT (POIMEBYIO KMCMOTY B TETparngpodonmesyto. Tetpa-
rMApohonneBad KMCnoTa akTUBM3NPYET TIpouece OefleHUd KNeToK W, cne-
[oBaTenbHO, obecneyvBaeT HOPMasbHbIN NPOLIECC PereHepaunn OpraHoB U
TKaHen, noafepXvBas Ux B MOMOAOM W MOMHOLEHHO (PYHKLMOHMPYOLIEM
COCTOSIHUM.

AKTMBaLMS AeneHnst KNeToK 0COBeHHO BaXHa A5 ObICTPO OOHOBAAFOLLNXCS
TKaHeW, Takux, Kak KNeTKN KPOBW, CIM3NCTble 000A0YKM, SNUAEPMUC U OpY-
rve. VIMeHHO 6naronapﬂ BANSHMIO BUTaMMHa B12 gaHHble TKaHN I'I%JJ,E[QP)KVI-
BatOTCA B HOPMasnbHOM COCTOSHMM. [Tonumopdram B reHax FUTZ 1
NPUBOAUT K MOHKEHNIO YPOBHS COAEPXaHUA BUTaMmHa B12 B KpOBW.

CN1

WNcecnepyembie reHbl + peHoTun

FUT2

TCN1

O6pas XunsHu

Y Bac He o6Hapy>eH annenb, KOTOpbIi acCOLUUMPOBAaH CO CHUXEHHbIM YPOB-
HeM BMTaMuHa B12 B mnasme KpoBW. He BbiiBeH reHeTu4eckuii hakTop pu-
CKa BO3HWKHOBEHNST fledonumTa BuTammnHa B12.

Y Bac He obHapy>eH annenb, KOTOPbI aCCOUMMPOBAH CO CHUXEHHbIM YPOB-
HeM BUTamMKHa B12 B nna3me KpoBuW. He BbiABEH reHeTu4ecknii hakTop pu-
CKa BO3HWKHOBEHUST fednumTa BuTammnHa B12.

CornacHo AaHHbIM aHKeTbl Yy Bac npucyTCTBYHOT hakTopbl prcka BO3HUKHO-
BeHns fechmunTa BUTaMmnHa B6.




MeTabonunam ButammHoB | PonmneBas kucnoTa

PesynbTaTt

[py faHHOM co4eTaHuu reHoTuna
M aHKETHbIX faHHbIX Y Bac cHukeH
pUCK BO3HUKHOBEHUS febuumTa
BUTaMuHa B9.

donueBas kncnoTa (BUTaMuH B9 ) cnyxmT cybecTpaToM Ana cuHTe3a Kodoep-
MEHTOB, Y4aCTBYHOLIMX B peakUMsxX fepeHoca OOHOYrNepOaHbIX paankanos
Pa3NNYHON CTefeHM OKMUCNEHHOCTU: METWUSbHbBIX, OKCUMETUIbHbLIX, dOp-
MUIbHBIX WU OPYrUX. 3TN KOPEPMEHTbI Yy4aCTBYHOT B CUMHTE3E pPa3fIMyHbIX
BellecTB: NypUHOBbIX HYKNEOTUOOB, MpeBpaLleHny unknamdeckoro AM® B 06-
MEHe MnUVHa 1 CEPUHA.

depMeHT  MeTuneHTeTparngpodonaTpenykTasa, KOAWPYEMbIA  FreHOM
MTHFR, ncnonb3yeT Npou3BogHble DOIMEBON KMCNIOTbl B” KayecTBe cyb-
cTpaTa. lpn HejoCTaTKe akTUBHOCTM hepMeHTa B pe3ynbTaTe Hanmuns fo-
nMopchu3Ma MPONCXOaNT HapyLUeHne MeTabonmama OonmMeBon KUCIOTbI.
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Wccnepyemble reHbl + deHOTUN

MTHFR

O6pa3s XnsHu

Y Bac He obHapy»eH annesb, KOTOpbI aCCOLMMPOBAH CO CHXKEHNEM aKTUB-
HOCTW MeTwneHTeTparnapodonaTpenykTasbl. He BbIfBAEH reHeTU4Yeckui
dhaKkTop prcka BO3HNKHOBEHWS AedomumTa BUuTammnHa B9.

CornacHo fjaHHbIM aHkeTbl y Bac OoTCyTCTBYOT dhakTopbl pUcKa BO3HUKHO-
BeHns fechmumnTa BUTamMmHa BO.




MeTabonmam BuTaMmMHOB | ButamMuH A
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PesynbTaTt

Mpwn faHHOM coyeTaHuUu reHoTuna
M aHKeTHbIX AaHHbIX y Bac
CHUXXEH PUCK CHUXEHUS YPOBHSA
nposuTammHa A.

BuTamuH A — rpynna 6nmMsKux no XMMmM4eckoMy CTPOEHMIO BELLECTB, KOTopast
BKJItOYAET peTUHON 1 ApYrvie PETUHOU LI, 00NaAaroLLIne CXOHOW Buonormye-
CKOW aKTUBHOCTbHO: AEerMAPOPETUHON, PETVHASb 1 PETUHOEBYHO KUCIOTY. Bu-
TaMUH A BbINOHSAET MHOXECTBO BaXHbIX PYHKLMIA B Oprarn3ame Yenopeka
— Y4aCTBYET B OKWCMTENbHO-BOCCTAHOBUTENbHBIX NMPOLIeccax, perynsumm
CMATe3a 0eflkoB, CNocoOCTBYET HOPMaslbHOMY 0OMeHY BellecTB, YHKLMN
KNETOYHbIX 1 CYBKNETOUHbBIX MeMbpaH, UrpaeT BaxHyH posib B hOpMMpoBa-
HUW KOCTeN 1 3yOOB, a TakXe XMPOBbIX OTNOXEHUI, HeobxoAUM ANa pocTa
HOBbIX KNETOK, 3aMefNAEeT NPOLIeCC CTapeHnd. Takxe BUTaMUH A aBnsieTcs
BaXKHeLLVM KOMMOHEHTOM aHTVOKCUAAHTHOW 3aLUNTbl OpraHn3ma, crnocob-
CTBYA HEMTpanM3aLu CBOBOAHbBIX Pagvkanos, B ToM unche ¢ AOK, 4to no-
3BONSIET CUNTATb BUTAMUH A 3PPEKTVIBHBIM aHTUOKCUAAHTOM.

l'eH BCMO1 koaunpyeT pepMeHT 6eTa-KapoTVHOKCK A3y, KOTOPbIA ABNsSeTcA
KJHOYEBbIM (DEPMEHTOM Npeobpa3oBaHus beTa-KapoTiHa B PeTUHO. AHa-
n3 anHAoro reHa no3BondeT ceflaTb BbIBOL O PUCKE CHUXEHUA YPOBHA BU-
TamMuhHa A.

Uccnepyemble reHbl + peHoTUN

BCMO1

I O6pa3 Xu3Hu

Y Bac He oBbHapyeH annenb, KOTOpbIl aCCOLMMPOBAH CO CHUXEHHOI CKOPO-
CThtO MpeBpaLleHns MULLEBbIX B-KAapOTeHOB B peTuHasb. He BbISiBNEH reHe-
TUYecKunit hakTop pucka BO3HUKHOBEHMA aedonumTa BUTaMmHa A.

CornacHo faHHbIM aHKeTbI 'y Bac NpucyTcTBYOT hakTopbl prcka BO3HWUKHO-
BeHWA aedhmumTa BUTaMMHa A.




MeTabonimam ButaMmnHoB | ButamuH C

PesynbTaTt

Mpu faHHOM coYeTaHMM reHoTUNa n
aHKeTHbIX AaHHbIX y Bac Heckosbko
NOBbILIEH PUCK BO3HUKHOBEHWS
fedvumTta BuTammuHa C.

BuTamuH C (ackopByHoBas KUCOTa) — OfWH U3 OCHOBHbIX BOJOPaCTBOPU-
MbIX BUTAMVHOB B YefIOBEYECKOM paLMoHe, HeOOXOOUMbIA A9 HOpMalb-
HOro OYHKLMOHMPOBAHUA COEAMHUTENBHON M KOCTHOW TKaHi. ButamuH C,
ABNSACH CUNbHbIM BOCCTAHOBUTENEM, UrpaeT posib KodhakTopa B peakuy-
AX OKWUCIIUTENBbHOIO MMAPOKCUANPOBAHWMSA, YTO HEOOXOAVMO [Msi OKMCIIEHUS
aMWHOKMCIIOT NPOJSIMHA U NM3MHA B NMPOL|ECCe HeoKOomareHesa B OKCUMPOSIvH
W OKCUNM3WH. [103TOMY NpW HefocTaTKe BUTaMmMHa C TKaHu, cofepxallne
KonnareH, CTaHOBATCA HENMPOYHbIMU, TEPSIFOT YNPYroCThb, B NEPBYIO O4epelb,
HapyLlaeTcst CTPYKTypa CTEHOK COCYAOB, MOBbIWAETCA X NMPOHMLAEMOCTb.
TakXe BUTaMuH C 0Ka3bIBaeT BAMSAHE HA CUHTES Psifia FTOPMOHOB, Perynmpy-
€T NPOLECChl KPOBETBOPEHWS, perynvpyeT 0OMeH BELLECTB U BbIBOAUT TOK-
CMHbI, y4acTBYeT B MenaHoreHese.

3a KoHUeHTpauuto BuTammHa C otBedvaeT reH SLC23AT, oH kKoaupyeT Genok,
KOTOPbIN KOHTPONMPYET BCacbiBaHWe BUTamMrHa C 1 ero nepepacnpeneneHve
B OpraHax u TKaHsx. HekoTopble NOAMMOPGU3MbI 9TOrO reHa NpUBOAAT K
CHKEHWIO KOHLeHTpauuy BuTaMmuHa C B KpoBM.
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Wccnepyemble reHbl + deHOTUN

| sLc23at

O6pa3s XunsHu

Y Bac oBHapyXeH annenb, acCOLMMPOBAHHbIN CO CHUXEHHbIM YPOBHEM BU-
TamuHa C. MyTauma B reHe SLC23A1, KOTOpbIi KoaMpyeT 6eN0K-NepeHocUmK
BUTamMuHa C, NPUBOAUT K CHUXKEHWIO CneLmndnyHOCTM BenKa, 4TO MPUBOANT K
CHWXEHWO 9dPPEKTMBHOCTU TpaHCnopTa BUTaMmuHa C B KeTKy.

CornacHo JaHHbIM aHKeTbl y Bac oTCyTCTBYHOT (DakTopbl pUCKa BOSHUKHO-
BeHWA aechmumTa BUTaMmHa C.




MeTabonmam ButaMmumHoB | ButamuH E

PesynbTaTt

[Mpy jaHHOM coveTaHun reHoTuna u
aHKETHbIX AaHHbIX y Bac HeCKONbKo
NOBbILLIEH PUCK BO3HUKHOBEHUSA
NOBbILLIEHHON KOHLIEHTpauuu
BuTaMuHa E.

ButamuH E (Tokodbepon) — XMPOPacTBOPUMBIA BUTAMUH, ABASHOLLIMIACS
BaXHbIM aHTMOKCHOAHTOM, OCHOBHOE JEMCTBUE STOT BUTAMWH OKa3biBaET
B JIMNUOHOM OMUCNIOe MeMOpaH KNeToK, NPEnsaTCTBYS MX PaspyLUeHNto, YTo
CMocoBCTBYET COXPaHEHWIO B3aMMOAENCTBYA MHTEPEPOHA C KIIETOYHbIMMU

elienTopamu, a TaKxe HopManuayeT paboTy QYHKLUMOHANBHO aKTUBHbIX

e/IKOB KJIETOYHOW CTEeHKM, BOCCTaHaBMBas paboTy OpraHMaMa Ha Mosie-
KYNSIDHOM YpOBHe. Takxe BUTaMWH E CrocoGCTBYET YCBOEHWIO PETUHONA U
aCKOPOYHOBOW KMCNOTbI, 3aliMias X OT OKUCNEHWA. TTonMmMopuam B Me-
XKreHHOM 06/1acTM aCCOoLMMPOBAH C MOBbILLEHHbIM YPOBHEM BUTaMMHa E B Kpo-
BMW.
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Wccnepyemble reHbl + deHOTUN

I Intergenic

| APOAS

O6pas XnsHu

Y Bac obHapyxeH annesb, KOTOpbIi accoLmmpoBaH ¢ 601ee BbICOKMM YpOB-
Hem BUTaMKMHa E B nnasme kpoBu. CHMXKEH PUCK BO3HMKHOBEHWSA fedomumTa
BUTaMWHa E B KpoBW.

Y Bac obHapy»eH annenb, KOTOPbI aCCOLMMPOBAH C NOBbILLEHHbIM YPOBHEM
TPUIANLEPUIOB B KPOBYW W MOBbILLEHHbIM YPOBHEM BUTamuHa E B nnasme
KpPOBW.

CornacHo fjaHHbIM aHKeTbl Yy Bac oTCyTCTBYHOT pakToOpbl pUcKa BO3HUKHO-
BeHWst nedpmymta BuTaMmuHa E.



MeTabonuam ButammHoB | OMmera-3 n omera-6

PesynbTaTt

Mpn faHHOM coYeTaHUM reHoTMNa n
aHKETHbIX AaHHbIX ¥ Bac noebiweH
PUCK BOSHUKHOBEHWS aeduumTa
MOSIMHEHACHILLEHHbIX XXUPHbIX

KWUCIOT.

MonMHeHaChILLEeHHbIe XMPHbIE KUCOTbI OMera-3 (MMHoneHoBas KucnoTa) v
omera-6 (nMHoneBas KUCNOTa) He MMeoT BO3MOXHOCTU CUHTE3MPOBATLCA
OpraHM3MoM, NO3TOMY Ha3bIBAIOTCA HE3AMEHUMbIMU U 3CCEHLMANbHBIMMU,
W DOMKHbBI MOCTYNaTh B OpraHu3m 13 NpoAyKTOB MUTaHMS.

Omera-3 u gMera-6 y4acTBYHOT BO MHOMMX (DU3MONIOMMYECKIX DYHKLMSAX Op-
raHuama. drkosaneHTaeHoBas kucnoTa (3MK) n nexkosarekcaeHOBasi KUCIO-
Ta ([rK), Bxogsiine B cocTaB omera-3, 3allMWatoT OT paspyLUeHWs KosnareH,
y4acTBYIOT B 00pa30BaHuM NPOCTaraHAMHOB — BaXHbIX JpOTUBOBOCMNANM-
TeNbHbIX areHTOB, ABAILLIMXCA YaCTbIO KIIETOUHbIX MEMOpPaH, Takxe oMe-
ra-3 sAiBNseTcs aHTMOKCUAAHTOM 1 He MO3BOJISET aKTUBHbIM (DOpPMaMm KKC-
nopoja paspyLiaTb MeMOPaHbl KNETOK KOXU. KCNOoTbl, BXOAsWME B COCTaB
omMera-6, 0TBeYaloT 3a NoffepxkaHue LEeNoCTHOCTM KNeTOUYHbIX MeMOpaH,
NOTEHUMPYHOT CUHTE3 FOPMOHOMOJOOHbIX BELIECTB, CHUXAOT MCUXO-3MO-
UMOHaNbHOe HanpsxXeHue, ynydlaroT OYHKUMOHANbHOE COCTOAHVE epMbI.

PaccmMaTtpvBaeMblii HaMu reH KoaupyeT (DepMeHT, Perympyrolnii Hacbl-
LLIEHHOCTb XMPHbIX KUCNOT: hepMeHT aecaTtypasa npeobpasyeT HacblleH-
Hble XUPHbIE KUCNOTbI B HEHACHILLEHHbIE. ITOT MPOL|ECC KpaliHe BaxXeH As
00pasoBaHVs NMNAHOrO CNos B KOXE. [1onMMopuamMbl B reHe NoBbILLAT
gVICK pa3BUTUSA, HaNpUMep, orpeeneHHbIX TUNOB Paka, BOCNannTENbHbIX 3a-
0f1EBaHWI, HApYLLIEHWA MeTaboIM3ma.
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Wccnepyemble reHbl + deHOTUN

| FADs1

I 06pas XusHu

Y Bac o6Hapy»eH annenb, KOTOpbI acCOLMMPOBAH CO CHUXEHHbIM YPOBHEM
PasNYHbIX MOSIMHEHACHILLEHHbIX XUPHbIX KMCNOT. BbiABNeH dakTop pucka
CHIKEHWSA YPOBHS MOMIMHEHACHILEHHbIX XXUPHbBIX KMCAOT B N1a3mMe KPOBW.

CornacHo faHHbIM aHKeTbl 'y Bac NpucyTcTBYOT hakTopb! prcka BOSHUKHO-
BEHWA AedprUMTa NONMHEHACHILEHHbIX XXUPHbIX KUCTOT.
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