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meTop, MLUP

®CE

YBaxaeMble npodeccroHansi!

Mepen BamMyu pe3ynbTaTbl Ba30BOroO reHeTUYecKoro Tecta «KoCMeTonorns»,
B KOTOPOM aHanuaupyetcs 6onee 100 reHeTUYeCKMX MapKepoB, CBA3aHHbIX
¢ 17 KaTeropusiMu, 0TBeYaoLLMM 3a 300POBbE KOXU. Mbl paccMoTpenn Takve
haKTOopbl, BAMSAIOLLME Ha COCTOSHME KOXW, KaK €€ YBIaXHEHHOCTb, COCTOsIHME
POroBOro Crlosl, CUHTE3 W Aerpafauus KonnareHa, anacTuH W ranypoHoBas
KWCoTa, BMSIHWE OKCUAATHUBHOIO CTpecca 1 ynbTpadoroneToBOro UayyeHus,
FMKMPOBaHUE, CKIOHHOCTL K BOCManUTeNbHbIM MpoLeccam, a Takxe Apyrie He
MeHee BaXHble acrekTbl 3[0POBbs KOXM.

Ha ocHoBe omnyGnMKoBaHHbIX MEXAYHaPOAHBIX KIMHUYECKUX UCTbITaHWi B 00-
N1aCTU FeHETUKM, FTEHOMWKY, FePOHTONOM MM, AEPMATONOM MU U KOCMETOMOTHM, Mbl
paspaboTan cucTemy 06paboTKN U MHTEPNIPETALMM PE3YIbTATOB FreHETUYECKO-
ro MCCrefoBaHus, BKIIKOYAIOLWYIO PEKOMEHIALMM M0 HA3HAYEHMIO Mpoueayp,
aKTUBHbIX MHIPeVEHTOB, NMOKa3aHHbIX A UCNONb30BAHWSA B JOMALLHEM yXO-
[, a TaKkKe peKOMeHZaLnM Mo U3MEHEHUIO MUTaHUs 1 NpruemMy BUoor1yecku
aKTUBHbIX 40BABOK.

JlaHHbI TECT, a Takke ero MHTepnpeTauns, padpaboTaHbl COTPyAHWKaMu Basis
Genotech Group (000 «basuc leHoTex») COBMECTHO C COTPyAHUKaMU Kadbeapbl
[epMaTonornm v KOCMeTONorMnm HoBOCMBMPCKOro rocy4apCTBEHHOrO MeANLMH-
CKOro yHMBepcuTeTa v JlabopaTopuy NepcoHanvapoBaHHOR MeaVLMHbI IHCTK-
TyTa XMMUYeckoi Buonorum n pyHaaMmeHTanbHon MeanumHbl CO PAH.

Vcnonb3ys pekoMeHgalmm, NosyYeHHble B peaysibTaTe UCCNeA0BaHus reHoTu-
na, Bpa4-KOCMETONOr MOXeT COCTaBUTh NepCOHANM3MPOBaHHYHO NPEBEHTUB-
HYtO MporpaMmMy, KOTopasi MOMOXET MpakTUKYHoLWeMy CreumanmcTy nsbexats
BO3MOXHbIX OLLMOOK 11 NOBOYHbIX 3hPEKTOB, BO3HMKAIOLLMX B CUITY UMEFOLLINX-
cA'y NaumeHTa reHeTuyeckmnx oCoBeHHOCTEN, a TakKe COXPaHUTb U NMPo4UTL
MOSIOOCTb MaLWeHTa Ha JOSITWe rofbl. 3HaHVE reHeTUYECK KX OCOBEHHOCTEN Mo-
3BOSIFET MaKCUManbHO 9cPeKTVBHO YAOBNETBOPUTL MOTPEBHOCTM KOXM BalLe-
ro naumeHTa, a Ncnosb3oBaHWe onpefeneHHbIX UHFPEAUEHTOB B OMTUMAsbHbIX
KOHLIEHTPaLMSX M KOMBMHALMAX COCOBHO KOMMEHCUPOBATL BAMsHIE HeGnaro-
NPUATHBLIX MOAMMOPCOU3MOB.

Ecnu y Bac BO3HUKHYT BOMPOCHI OTHOCUTENIBHO PesynbTaToB Uk MHTepnpeTa-
UMM JaHHOTO TECTa, Bbl BCEra MoXeTe MPOKOHCYIbTUPOBATLCS Y HALLMX CreUm-
anncToB B 00M1ACTY MEeHeTUKM, OCTABMB 3anpoc rpynne NOAAEpPXKM Ha caiTe
basisgenotech.ru B BalLiem myHoM kabuHeTe nnm no TenecboHy 8 800 555 93 42.

C yBaxeHwuem,
JlnpekTop Nno pa3BuTuIO
AkceHoBa tOnus BukTopoBHa




Kak no1b30BaTbCHA OTYETOM

,D,aHHbIﬁ OT4YeT COCTOUT N3 TpeX OCHOBHbIX yacreMn:

o Pe3yﬂbTaTbl FreHeTN4ecKoro TecTa, COGpaHHbIe B O,D,HOI‘/II Ta6J'II/IL|e, C yKa3aHnemM faHHbIX O reHoTune no Kaxgomy ms

NccnenyeMbiX reHeTUYECKMX MapKeEPOB.

e PesynbTaTbl FeHETUYECKOrO UCCefoBaHns ¢ NogpoBHON MHTEpnpeTaLmeln No Kax oMy nokasaTento. MHTepnpeTaLmm
cofepxat nogpobHble onucaHnsa oyHKLMIA reHOB B paspese pacCMaTpUBaeMOoi KaTeropui, a Takxe BiUaHMe Ha Hee
o6pasa xm13Hu nauyeHTa. CeMHaaLaTh KaTeropuii, 0TBEYaOLLIMX 3a 300POBLE KOXM, Mbl pas3tuin Ha LWeCTb pa3aesos.
lMocne Kaxaoro pasaena npefcTasneH 6710k pekoMeHgaL i no npoLefypam, noAcopy JOMALLIHErO YX0.a 1 KOPPeKLMK

NMMTaHNA NayneHTa.

e 3ak/toY4eHme no HO30OTUSM. ﬂpeﬂCTaBﬂeHHble 3eCb AdaHHble MOMOTrYT OUEHNTb PUCK NMaulneHTa Nno OTAe/IbHbIM re-

HaM B NpenyioxXeHHbIX HaMN HO30J10IrnAX.

YpoBHM pucka

YT06bl MOMOYL BaM pa306paThCs B peadynibTaTax reHeTnde-

FOLLINX peKOMeH,EI,aLlVII;I Mbl UCNONb3yeM rpafaynio N3 nATn

CKOro TecTMPOBaHWSA, 419 OLEHKM PUCKOB WU COOTBETCTBY-
YPOBHEW, KaX bl N3 KOTOPbIX MMEET CBOW LIBETOBOW Map- |_

Kep. OBpaTnTe BHUMAaHMWE, YTO NMONMMOPM3MbI B HEKOTOPbIX ‘

LiBeToBOI Mapkep
—— OTpaxkatoLLmnit
YpOBeHb puUcka

reHax MoryT ogHOBpeMEHHO accoumMmpoBaTbCA N C PUCKOM

l'eH/rpynna reHos,

HexxenaTenbHOro adpdekTa, U C MPOTEKTUBHBLIM [ENCTBUEM, deroTun
B 3aBMCKMMOCTM OT pacCMaTpUBaEMON KaTEropum.
Y nauueHTa Y nauueHTa Y naumeHTa CHMXeH
3HaYUTeNbHO HECKOmbKO PUCK NposiBNeHUs Y nauueHTa Y nauueHTa
MOBbILLIEH PUCK MOBbILIEH PUCK HexxenaTtenbHoro npucyTcTByeT npucyTcTByeT
BO3HWUKHOBEHUS BO3HWKHOBEHUS abdekTa. 3HaueHus CNaboBbIPaXXeHHbI BbIPaXKEHHbI
uccneayemMoro uccneayemoro HaxoAsATCs Ha ypoBHe NPOTEKTUBHBI NPOTEKTUBHBI
addekTa addekTa HOPMblI addekt addexT
-1,00 -0,75 -0,15 +0,20 +0,75 +1,00

02|03 [MepcoHanbHbIN reHeTUYEeCKUI OTYET

MeTopg, uccnegoBaHus

[ns npoBefeHnst reHeTUYeCKOoro UccnefoBaHna 1 paspaboTKM NporpaMmMmb
JI0CTaTOYHO 0BpasLia CNtoHbI 1 3aMOIHEHNS aHKETbI. TEXHOSOT UM, KOTOPbIE Mbl
ncnonbayem Ans onpeaeneHns Hanmuns noaMMopctn3MoB B reHax: MynbTy-
nnexkcHas NoAnMepasHas LienHasa peakums ¢ onlyopecLieHTHOM feTekUmein npo-
JYKTOB aMMnunKaLmm 1 CEKBEHNPOBAHWE NOCTeAHEro NoKoneHus. JaHHble
MeTo[bl 0bnafatoT Hambonee BbICOKOM TOYHOCTBIO ONpeaeneHns MyTaLmiA.

[na nHTepnpeTaumm NoayYeHHbIX AaHHbIX Mbl MCMOb3YeM CaMOCTOATENbHO
pa3paboTaHHbIN anropuTM BbIYMCIIEHNIA, OCHOBAHHbIN Ha MPUHUMNAX FEHHbIX
ceTeit. ANrOpPMTM NO3BONSIET N3y4aThb 1 OLIEHMBATb B3aMMOAENCTBME HECKOSb-
KNX UMEROLLIMXCA Y MHAMBKAYYMa CTPYKTYPHbIX Moandomkaumin JHK BmecTe
C AaHHbIMW O CbeHOTl/II'Ie, YKa3aHHbIX B aHKETE, KOTOPYHO NalUVeHT 3aroJIHAET
npu cbope obpasua AHK. [laHHble N pacyeTa pUCKOB OCHOBbIBAOTCA Ha
OMNyBAMKOBaHHbIX AaHHbIX MeXayHaPOaHbIX KIMHUYECKMX UCTbITaHWA.

BbIOOp reHeTnyeckMx MapkepoB M MeTOLOB aHanvn30B, MCNONb3yeMblX ONs
CO3[aHns 0T4eTa, OCHOBaH Ha CaMblX OCTOBEPHbLIX M COBPEMEHHbIX TEHETU-
YecKMxX nccnegoBaHunax. HekoTopble MccnefoBaHNs XxapakTepnayroTcs 60/b-
LUEeN CTeNeHbHo JOCTOBEPHOCTM MO CPABHEHWIO C APYTVIMY, MOCKOSbKY BKITHO-
YatoT BonbLUee KONMYeCTBO HabNOaBLUMXCS YeNOBEK U MMEIOT peaynbTaThl,
noATBeEPXAeHHblE OPYrUMU UcchnefoBaHnsaMKU. OTYET, KOTOPbIN Bbl cenvac
LePXNTe B pyKax COOTBETCTBYHOT HALLIMM CTPOXANLLMM KPUTEPUAM, B HEM UC-
MOMb3YKTCA MapKepbl, KOTOPbIE UMEKOT CTaTUCTUYECKM 3HAYNMbIE PE3YTbTa-
Tbl B ONyBANKOBAGHHOM MccnefoBaHun ¢ MuHumymom 1000 HabntogaemMbix
nayneHToB 1 1000 Habntogaembix B KOHTPOSbHOW rpynne. B gononHeHve
K 8TOMY, pe3ynbTaTbl 3TOr0 MCCNefoBaHNS Oblv MOBTOPHO MOATBEPXKAEHDI
B NOAOOHbBIX MCCNeOBaHWAX AaHHOW OTHUYECKOW Fpynmbl.

OrpaHquHMe OTBETCTBEHHOCTHU

PeaynbTaTbl, COAepXaLlMecs B [aHHOM OTHETe U TEXHWYECKME XapaKTepUCTU-
KN TECTUPOBaHWA Oblnv yCTaHOBEHb! abopaTopuneit 1 yTBEPXKAeHb! B CO-
OTBETCTBUM C TpeboBaHMSIMU 3akoHofaTenbCcTBa Poccuickon depepauum.
Ecnu y Bac BO3HUKIN Kakune-anbo BOMPOCHI MO AaHHOMY OTYETY, CBAXUTECH
C HalUMMK KOHCYbTaHTamu no TenedoHy 8 800 555 93 42 nnn ¢ nomoLlbHo
doopMbl 0B6paTHOI CBA3K Ha caiTe basisgenotech.ru
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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

04|05 [TepcoHanbHbI FreHETUYECKUI OTYHET
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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

06|07 [TepcoHanbHbI FreHETUYECKUI OTYHET
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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



Pe3yn bTaTbl NCCJI eluiOBaH nA 0809 [TepcoHanbHbI FreHETUYECKUI OTYHET %

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

Kak 13BecTHo, B anunaepmMmuce NpoucxoanT NoCTOHHOE OBHOBIEHWE KNETOK, CBSA3aHHOE C NpoLjec-
camu KepaTUHW3aLMKN 3NUTENNOLIMTOB M X OTLWeENyLLIMBaHKeM. Bo BpeMs AndpdepeHLMpoBKy LLK-
NOBAaTOro COsi B 3€PHUCTBIN KNETKM HAUMHAKOT HakannneaTb KepaTuH — cneumdunyeckunii 6enok,
yyacTByHOLWWI B TepMuHanbHon andbdbepeHumpoBke. TepmuHansHasa audpdepeHLmpoBka kepaTi-
HOLIMTOB MPVBOAMUT K VX YMIOLLEHWIO, BbIXOY OPraHHOro KOMMekca, NpeobpasoBaHiio B KOPHe-
oumnThI (GenKoBble YyLLyik1) Ans AanbHerLero o6pas3oBaHus POroBoro cios, KOTopbIi ABAseTCs
caMblM BEPXHUM CI0eM 3N1aepMuUca.

KopHeouunTs! npeacTaBnstoT coboi 6e3banepHble KNeTKM, COCTOSWNE U3 KePaTUHOBbLIX (hniameH-
TOB W chunarrputHa. B HacTosLlee BpeMsa UMEHHO chinarrpuHy OTBOAAT KIIHOUEBYHO POSib B MPOLIEC-
cax KepaTUHW3aUMu annaepMmuca v KoHTpone nHaekcos TAMB, Ana obecneyeHns noaHOLEHHOM
peanusauuu 3aMTHOM dOYHKLUM POrOBOIO CIIOA.

et FLG koampyeT 6enok dounarrpuH. HapyLieHus B perynsiTopHoOi YacTu reHa Wi ero CTpyKType
MOryT oTpaxaTbCs Ha (oyHKLMM Benka. Hocutenu MyTaunii B reHe counarrpuHa UMeroT MoBbILLeH-
HbIil PUCK PA3BUTHS aTOMMYECKOrO AepMaTUTa, MXTUO3a, 3K3eMbl 1 anfieprogepmaTonaTuii.

Wccnepyemble reHbl + heHoTUn

| FLG |

O6pa3 XusHu

Y nauneHTa obHapy>eH annesb, aCCOLMUPOBaHHbIV C HapyLLeHUMK B Npo-
Liecce KepaTuHM3aUMK, a Takxke B npolecce obpasoBaHna NMF. [NoBbllleH
pUCK HapyLleHnst OOPMMPOBaHNS MOTHOLIEHHORO POrOBOMO CIOS.

CornacHo faHHbIM aHKeTbI Y MalMeHTa CHUKEH PUCK HapyLLeHnsa hopMupo-
BaHWsi pOroBOro cos.
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PesynbTaTt

Mpwn faHHOM coYyeTaHMMU reHoTUNa

M aHKETHbIX AaHHbIX Yy NauMeHTa
CHUWXXEH PUCK HapyLLeHus

3 (HeKTUBHOCTM NPOLLECCOB
anddepeHUNpoBKY, KepaTUHM3ALMM
1 fleckBamaLmu.

CoxpaHeHue Biarm ofHa U3 OCHOBHbIX (OYHKLWIA poroBoro cosl. CyxoCTb KOXM BrieyeT 3a coboi
NIErKyto NMPOHULAEMOCTb AN TOKCUYHbIX BELLECTB, CNOCOBCTBYET Pa3BUTUIO UMMYHHbIX HapyLle-
HUY 1 POPMUPOBAHMIO aIEPrMYecKoro BOCManeHus.

CnocoBHOCTb KOXM K NoALepKaHuo 6anaHca Bnarv BO MHOrOM 3aBUCKT OT NPOLLECCOB NOCTYMe-
HUA rMLepona v Bofbl B KNETKW C NOMOLLbIO 6eKOB akBOMOPYHOB. AKBaMOpWH — 3TO WHTerpasb-
HblI1 MeMBpaHHbI GenoK, hOPMUPYHOLLIMIA B KOXeE KaHaslbl, KOTOPbIe MOMOratoT B TPaHCNopTe BOAbl
1 MOYEBUHbI Yepes KNETOYUHBIN CNON.

B naHHOM pa3ferne Mbl paccMaTpyBaeM MyTaLmn B reHe, KOTOpbIi KoavpyeT paboTy akBarnopyHOB.
HepoctatouHas paboTa aToro 6eska oTpaxaeTcs Ha KOIMYeCcTBE akBanopuHa B KepaTnHoumMTax.
37O NPMBOAWT K HapyLUEeHUIO TpaHcnopTa BoAbl B CTPYKTYpax KOXW. [laHHbIN pa3aen no3sonaet
OL|eHUTb BO3MOXHOCTM KOXM K YAEpXaHWto Baru, ctabunbHocTb pH nokasatenein manTwm 716,
aTakxe cTeneHb HeGnaronpuaTHOro Bo3AeicTBuUS ynbTpachnoneToBoro obnyyeHuns Ha rugpata-
LIMIO KOXM.

Uccnepyemble reHbl + peHoTUN

AQP3

O6pa3s XnsHu

Y nauneHTa obHapy>eH annenb, KOTOPbIA aCCOUMMPOBAH CO CHUXEHNEM 9KC-
npeccun Genka akBanopuHa 3 B kepaTvHouuTax. 3T0 NPUBOAWT K TOMY, H4TO
HECKOJIbKO CHUXEHAa CKOPOCTb MOCTYMIEHWS BOfbl, FMNULIEPUHA U MOYEBUHBI,
a Takxe ApYrux HU3KOMONEKYNAPHbIX MTMIPOCKOMMYECKMX 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 gaHHbIM aHKeTbl Yy nauneHTa NnoBbllweH PUCK BOSHNUKHOBEHUA obe-
3BOXUBaHWA anmaepMumca.



CocTosiHMe poroBoro cnos | PekoMeHgauum

dopmMupoBaHune
POroBoro cos

Mpy1 LaHHOM COYETaHUU reHoTMMa U
aHKeTHbIX AaHHbIX Y NauueHTa NoBbIlEeH PUCK
BO3HUKHOBEHUS HapyLUeHWi HOpMUpOBaHUs
pOroBOro Criosi, B NepByto o4Yepesb U3-3a
HapyLUeHWsi CuHTe3a dunarrpuHa.

YBnaxHeHue

Mpy faHHOM CoYeTaHuu reHoTUNa u
aHKETHbIX AaHHbIX Y MaLMeHTa CHUXEH pUCK
HapyLueHnst 3P PeKTUBHOCTU NPOLECCOB
AnddepeHLMPOBKY, KepaTUHNU3ALUN 1
feckBamaLmu.

PekomMmeHpyemble
npoueaypbl

Y nauueHTa oYeHb BbICOKWUIA PUCK HapyLIeHWA DOPMMPOBAHUS POroBOroO
cnos. [lechekT cBSi3aH C OTCYTCTBMEM Befika domnarrpnHa, OTBeYaroLlero 3a
HOpPMaTUBHOE (DOPMMPOBAHIE POrOBOMO CI0S.

%«\

HepocTaTo4HOCTb HapaboTKM 3TOro 6enka accoLMmMpoBaHa C HapyLLeHVeM
npoueccoB OpMMPOBaHNS POrOBOIO CNOA W HapylueHnem obpas3oBaHus
NMF (HaTypanbHOro yBraxHsroLLIero haktopa).

MaumneHT nonagaeT B rpynny pyucka no creayowmnmM 3aGoneBaHnam: KCepos,
XONOAOBAsA anneprusa, KOHTaKTHbIA OepMaTUT, 9K3EMaTO3HbIE COCTOAHMS,
rUnepKepaTos.

HeobxognMmo obpaTuTb BHUMaHWe Ha MoadepXaHue 3alMTHON dyHKLMK
KOXM, 0BecneynTb MakCMMasbHYHO COXPaHHOCTb apXMTeKTypbl POrOBOMO
CNosl, a Tak Xe — CKOpPOCTX AnddpepeHLMpOBKIM KepaTUHOUMTOB, 41 Nos-
HOLIeHHOW peann3aLnm BapbepHOro NoTeHUMana anuaepmMasbHbIX UNnIoB.
He 6naronpusiTHbIN MPOrHO3 A7 XUMUYECKUX NMAMHIroB AHA ¢ pH Hixke 2,5,
a TakXe KepaTosIMTUKOB.

1415  [lepcoHanbHbI FeHeTUYECKNI OTHET %

_qw PeKomer,yeMble MHIpeauneHTbl
—l= B AOMauWHeM yxone

BoccTaHaBnmBatoLme 116 npoleaypbl HEOOXOAMMO MPOBOANTE C OCTOPOXHOCTbHO, B6e3 arpeccnBHbIM XyMEKTaHTOB — MuLe-
puHa (00 2%), ModeBUHbI (00 1,5%). B TONMYecKnx HasHayeHnsx oTAaBaTb NpeanoYTeHme NMonyoKKIIKO3MBHBIM areHTam — rno-
nvcaxapuaam. MNpu MHBa3MBHbIX NpoLeaypax PeKOMeHOyeTCs BbloMpaTbh aMUHOKUCIOTHbIE KOKTENM, HU3KOMONEKYIAPHOM
kucnote 0,5-1,5%.

Mpn NpoBefeHWM npoLeayp creayeT yYnTbiBaTb 3amMe[leHHble TeMnbl AMddePEHLMPOBKM 1 HEpaBHOMEPHYIO nponnde-
paumto KONoHUN KepaTuHoLmnToB. OCOBEeHHO CTOUT 06pPaTUTb BHUMAaHWE Ha NpoLefypbl, COCOBCTBYHOLLINE CUHTE3Y NMNUA0B
anuaepMmca — SH3MMOoTepanuio, NOBEPXHOCTHbIE MUANHIN C MOSTIOYHOW KncnoTom pH=3, a Takxe ¢ PHA. PekomeHayeTca B
HOYHOE TOoMMYeckoe HasHadeHWe — foNoNHUTENbHbIe Nunnabl -MHXK, docdonmnuabl, Lepamuabl, Ana dopMUpoBaHuMs on-
TYManbHOW apXMTeKTYpbl aNnaepMasbHbIX TMALOB.

Ee
* PekomeHpgauunu no npuemy bAloB
2] 1N U3MEHEHUI0 NUTaHNA

PekoMeHAayeTcs NpUMeM NepopasbHbIxX 4006aBOK, COAepXKalluX rManypoHOBYH KUCAOTY, oMera 3 1 6, IMHONEHOBYHO KUCOTY,
BuTaMmnHbl En C, B9 B12, Kn /.

Takxe pekomeHAyeTcs npumeHeHve BA/[l, copepxawwmx nnaueHTy. [MnaueHTa COOepXWUT BbICOKWA ypoBeHb IGF IGF-1
- 9TO OenoK, KOTOPbI MOXET perynupoBaTb CMHTe3 kneTodHon [HK, perynupyeT npouecchl KepaTuHusaumm n obpaso-
BaHusa NMF. OBpaTuTb BHMMaHWe Ha KOHTPOAb ANTT 1 ACT, a Tak xe Ha nogdepXaHve OonTUManbHON paboTbl KMLLEYHWKA.

PekomeHayeTcs  OpOCUTb  KYpUTb, He  3710ynoTpebnsaTb  CAMPTHbIMM  HanNUTKaMmK, OrpaHuuuTb  ynoTpebre-
Hve kodbe [0 1 YallknM B AeHb, conMM — A0 7 T B fAeHb. Heobxoamm nepexon Ha 6Genkosyto aveTy. OrpaHuMunTb Mpe-
OblBaHWe Ha COMHLEe, PEeKOMEeHAOoBaTb MOAOEPXMBATb OMTUMasbHbIA  YpOBeHb BRaxHocTn (40-60%) B mnome-
leHnsaAx. B cnencTBve nNpsSIMOM  KOPPeNnsiuuM YpPOBHA 3CTPOreHOB W DYHKLMOHASMbHbBIX XapakTepucTuk ©Genka B
opraHvame, XeHlwmHamMm 40+ peKoMeHyeTCst KOHTPOSIb FOPMOHAMBHOrO cTaTyca, a TakXke YHKUMW WNTOBUAHON Xenesbl.
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PesynbTar

OkecnpaTuBHBIN CTpecc npencraeideT co60oi MexaHn3Mm BO3[ENCTBUA peakTBHbIX CbOpM Kncno-
pofa Ha KaXXayro KNeTKy opraHn3mMa YesioBeka, B pedynbrate KOTOPOro nponcxoaunT natonornye-
CKOe HaKomMneHne cBoBOAHbIX pagukanos, NpeacTaBndaroWnX cobo CBOGOGDBSHbIX areHToB, CNo-

COBCTBYHOLIUX 3aMycKy MeXaHW3MOB MOBPEXJAtoLLero 4eiCcTBUA BHYTPY KNeToK. OKCUAATUBHbIN

CTpecc WrpaeT BaxHYO posib B MaToreHese 3HaYMTENbHOro yncna 3aboneBaHuin YenoBeyecTBa,
Mpu AaHHOM coyeTaHMM reHoTuna B 4aCTHOCTY, XPOHW3aLM1 AepMaTo30B, BOCMaEHWsIX, TUNEPYyBCTBUTENBHOCTY, YCKOPSIET MPOLiecC
M @aHKEeTHbIX AaHHbIX y MauneHTa CTapeHNst KOXU. BaxKHbIMW KOMIOHEHTaMM 3aLUMTbI KIETOK OT OKCMAATUBHOIO CTPecca SBAsoTCA
HECKOJIbKO MOBbILLIEH PUCK aHTUOKCUAAHTHbIE (DEPMEHTbI, aKTUBHOCTb KOTOPbIX OBYCMOBIEHA FEHETUYECKUMU (haKTOPaMK.

BO3HWUKHOBEHNA OKCUAATUBHOMO CnocoBHOCTb KNETOK KOXM MPOTUBOCTOATH NEPEKNCHOMY OKUCTIEHNIO IMMNAOB 1 JAHK, ak TUBHbIM

cTpecca. hopmam Kncnopoaa, cBOGOAHLIM paamKanam, a TakKe CBA3bIBATb W BbIBOAUTL NMPOMEXYTOUHbIe
TOKCUYHblE MeTAB0NTbI KNETOYHOrO AbIXaHUs U KCeHOBMOTUKM BO MHOMOM CBA3aHa C akTUBHO-
CTbKO MUTOXOHAPUATbHBIX (DEPMEHTOB M TOHKOM PEryNaLmm UX akTUBHOCTU. B aaHHOM pasfene
NPOBOAUTCA KOMMIEKCHbI aHanna reHoB, KOTOPbIN MO3BONSAET OLEHUTH BO3SMOXHOCTM KOXM, CBS-
3aHHble C ee 3alUTHLIMK CBOCTBaMM B Bopbbe ¢ aeicTanem AGK, KCeHOBUOTVIKOB, annepreHos,
a Takxe OLUEHNTb PUCKM BO3HUKHOBEHWSI aTOMNYECKMX PEAKLMA B COOTBETCTBUM C BbISBIEHHBIM
NoTeHUManoM KOMMiekca (DepMeHTOB.

Wccnepyemble reHbl + deHOTUN

Y nauyneHTa He oBHapy>eH annenb, acCOLMMPOBAHHbINA CO CHUXEHHOM aK-
SOD1 TMBHOCTbIO CynepoKcHMAANCMYTasbl 1. He BbISiBNEH reHeTUYeckunin dhakTop
prcKa BO3HUKHOBEHMSA OKCMOATUBHOIO CTpecca.

Y naumeHTa He oBHapyXeH annesb, acCoLUMMPOBaHHbIV C MOBbIWEHNEM aK-
SOD2 TUBHOCTM CynepokcuaancmyTassl |l. He BbiBNeHO NPOTEKTUBHOMO chakTopa
BO3HMKHOBEHNS OKCUAATUBHOMO CTpecca.

Y naumeHTa oBHapyXeH aneslb, KOTOPbIA aCCOLMMPOBAH CO CHIKEHMEM aK-
I CAT I TUBHOCTM KaTasasbl, KOTOpas HapasHe C ryTaTWOHMNEePOCKMAa30i MoMoraeT

KIIETKE CrpaBAaTbCA C NepekncHbIMK pagnkanam. GepMeHT ABiseTca Ya-
CTbH CUCTEMbI 3aLLNTHI OT BO3AENCTBUA CBOBOLHbLIX PAgNKanos. CHIKeHE
aKTUBHOCTM KaTanasbl ABNAETCA hakTOPOM pUCKa BO3HUKHOBEHWSA OKCHa-
TUBHOIO CTpecca.
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Y naumeHTa He 0BHapyeH anmesb, KOTOPbIi aCCOLMMPOBAH CO CHIXKEHUEM
GPX1 aKTWUBHOCTYW FNyTaTMOHNepokeuaasbl |. He BbigBNeHo takTopa prcka BO3-
HUKHOBEHMS OKCMAATVMBHOIO CTpecca.

HocTM NADPH:XVMHOH OKCKIOOpedykTasbl, KOTOpas OCYLIecTBfSeT BOCCTa-
HoBJIeHVe KooH3Ma Q10. depMeHT ABMSETCA YacTblo CUCTEMbI 3alUUThI OT
BO3MOENCTBUS CBOOOAHBIX PaAnKanoB. CHMXeHNe CTabuAbHOCTH dhepMeHTa
CKa3bIBAETCH CHUXXEHWEM CKOPOCTM BOCCTAHOBNEHUSA KO3H3MMa Q10, 4To
ABNseTcs PaKkTOPOM pUcKa BOSHMKHOBEHWS OKCMAATUBHOMO cTpecca.

| NQOT

I Y naymnenHTa 06Hapy>o<eH annesnb, aCCOLMMPOBAHHBIN CO CHKEHNEM cTabusb-

BCMO1 Y nauveHTa He oBHapy>XeH annesb, KOTOPbIA aCCOLUMMPOBAH CO CHUKEHHOW
CKOPOCTbHO MpeBpaLleHns NLLeBbIX B-KapoTeHOB B peTUHasb. He BbisiBieH
reHeTnyeckuii pakTop pucka gedpuuymnta BUTamMmHa A 1 BOSHUKHOBEHWS OK-
CUIATUBHOIO CTpecca.

Y naumeHTa oBHapy>XeH ansesb, KOTOPbI accoLmnmpoBaH ¢ 6osee BbICOKMM

YPOBHEM BMUTaMUHa E B mnasme KpoBu. CHUXEH PUCK BOSHMKHOBEHWA fAe-
dvumTa BUTamuHa E B kposu. He BbiABeH dhakTop pycKa BOSHUKHOBEHUS
OKCMOaTMBHOro CcTpecca.

I Intergenic

Y nauveHTa obHapyxeH annesb, KOTOPbIA acCOUMMPOBAH C MOBbILLIEHHbIM
I APOA5 I YPOBHEM TPUIINLEPUIOB B KPOBW U MOBbILLIEHHbIM YPOBHEM BUTamuHa E B

nnasme KpoBW. CHWXEH PUCK BO3HUKHOBEHWS OKCUMOATUBHOIO CTpecca no
[aHHOMY napameTpy.

I SLC23A1 I Y naumeHTa obHapyXeH anneflb, aCCOLUMUPOBAHHbBINA CO CHUXEHHbIM YPOB-
Hem BuTamuHa C. MyTauma B reHe SLC23AT, koTopbli KogMpyeT 6enok-ne-
PEHOCUMK BUTaMMHa C, MPUBOOUT K CHUXEHUIO cneundpuyHocTn 6enka, 4to
MPUBOANT K CHUXEHNIO 9ChPEKTUBHOCTM TpaHCNopTa BUTaMumHa C B KNeTKy.
BbiaBneH hakTop pucka BO3HUMKHOBEHMSA OKCUMAATMBHOIO CTpecca.

I CornacHo OaHHbIM aHKeTbl Y NaureHTa NoBbIleH PUCK BO3HUKHOBEHNA OK-

I 06pa3 XusHu CMAATMBHOrO CTpecca.
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PesynbTaTt

Adpenuabl (BECHYLIKM) — HACNENCTBEHHBIN TUNEpMeENaHos, BCTpevarowuines y nogei ¢ | n i hoto-
TUNaMK KOXKW. ITO Menkue 0BubHbIE CBETIO-KOPUYHEBbBIE NTHA Ha NWLie, NneYax, rpyau. BecHyuu-
KV NOSIBNAOTCS U3-3a HEPaBHOMEPHOrO pacrnpeaeneHns NUrMeHTa MenaHnHa B KepaTuHoumTax
6a3anbHoro cnos anuaepmuca. dchenuibl — 3TO CE30HHAs AUCXPOMUS, YCUMBAIOLLASCS B BECEH-
He-NeTHUIA Neproj Nojd BO3AENCTBYEM yNbTPachoNeToBOro 061y HeHus.

Mpu AaHHOM COYeTaHUM reHoTMna PUOATIOR BOSA ynetpach v

M aHKEeTHbIX AaHHbIX Yy NauneHTa Mbl OLEHNBaEM aKTUBHOCTb TUPO3WHA3bl, KOTOPas BIUSET Ha CUHTE3 MENaHNHa, YTO CKasblBaeTcs

CHWXEH PUCK BO3HUKHOBEHMUA Ha p1CKe NoABEHNS BECHYLLIEK. A TakXXe NPOBOAVM aHann3 perynaTopHoOro chakTopa nHTepdepo-
Ha 4, KOTOpbI PErypyeT KOMYECTBO MeNaHvHa B KepaTuHoUMTaX.

BeCHYLLEK. PBIN pETyIMpY paTmHou

Wccnepyemble reHbl + deHOTUN

Y naumeHTa He oBHapyXKeH anness, KOTOPbI aCCOLMMPOBaH C YCUNIEHNEM aK-
IRF4 TUBHOCTU reHa TUpO3uHasbl. [py OTCYTCTBUM OedDEKTOB B reHe TUPO3MHa-

3bl, KOTOPbIE aCCOLMMPOBAHbI CO CHUXEHWMEM aKTUBHOCTU (hePMEHTa, pUCK

BO3HUKHOBEHWS MUTMEHTHbIX MATEH Y BECHYLLIEK HE CHUXKEH.

Y naumeHTa oBHapyKeH annenb, KOTOPbIA aCCOLUMMPOBAH CO CHUXEHWEM aK-

TYR TMBHOCTW TMPO3MHa3bl. OHMXKEHHAst CKOPOCTb CMHTE3a MeflaHHa CHXKaEeT
a(hheKTUBHOCTb MenaHoreHe3a, YTo ABASeTCA NPOTEKTUBHBIM (DaKTOPOM B
MiaHe BO3HWKHOBEHUS HeXenaTeNbHoN nurMeHTaummn. GeHoTUnNmnYeckn aTo
nposinaeTcs 6onee CBETNOM KOXeN.

I CornacHo faHHbIM aHKeTbI Yy nauneHTa npucyTCcTByrOT CbaKTOpr pUCKa BO3-

I 06pa3 XN3HU HUKHOBEHWA BECHYLLEK.
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PesynbTaTt

anI AAHHOM COYeTaHnn reHoTuna
N aHKETHbIX AaHHbIX Yy NauneHTa
HECKOJIbKO NOBbILIEH PUCK
BO3HUKHOBEHUA MUrMEeHTaLnn.

[MnepnurMeHTauma BO3HUKAET MpW MOBbILEHHOM COLEepXaHUM MenaHuHa B KOXe BClefcTBue
yBenn4eHna BblpaGOTKl/l MenaHkHa MenaHounTamMy 1 pocTa Yncia NUrMeHTHbIX KeTOK. K ycn-
JIEHUIO MefiaHoreHesa, Kak a,qal'lTMBHOI;] peakunn KoXxu, MOXeT NpnBoAnNTb ntoboe BO3,E(€I;]CTBM€,
Nnpn KOTOPOM NPONCXOAMT MoBpeXAeHWe KNeTOoK, NosaBreHne CBOGO,[]HI:IX pagvkanoB 1 akTuBayns
MMMyHHOﬁ cucTemMbl. OCHOBHbIMMN CbaKTOpaMVI, CﬂOCOﬁCTBy}OLLIVIMI/I PasBUTUIO rMNeEpPMeENaHo30B,
B T. 4. Meila3Mbl, ABNAKOTCA COJIHEHHOE o6ny\4eHme W, TEHETUYHECKM O6yCﬂOBJ’IeHHaF|, noBblWeHHasA
YYBCTBUTENBHOCTb METaHOUNTOB. |_|pl/1 pacCcMOTPEHUN pUCKa BOSHUKHOBEHUA rUnepnurMeHTaymnm
HEOGXO,E[VIMO NpoBeCTU aHaNM3 reHoB, OTBeYatOLLNX 3a CUHTE3 MeJlaHMHa, 1 TeHOB, perynpyrowmnx
noreHynan (bepMeHTOB, I'IpOTMBO,ELeI;ICTBy}OLLIVIX OKCnAaTnBHOMY CTpECCY.

WNcecnepyembie reHbl + peHoTun

| MC1R |

TYR

OKkcunpaTuBHbIN cTpecc

O6pa3 XusHu

Y naumeHTa He 0BHapy>eH annenb, aCCOLMMPOBAaHHbIN C HapyLleHneM dOyHK-
UMK peLenTopa MenaHoUMTCTVMYMPYHOLLEro FOPMOHA, MO3TOMY B OTBET Ha
BbIOPOC Q-MeNaHOUUTCTUMYNMPYHOLLEr0 rOPMOHa NMPOUCXOANT afekBaTHas
BblpaboTka aymMenaHnHa (TeMHoro nmurmeHTa). C OfHOW CTOPOHbI, 3TO SAB-
NAETCA FeHeTUYECKMM (HakTOPOM pucKa BO3HUKHOBEHUS HEXenaTesbHOM
3YMENaHWHOBOW NUrMEHTaLMN B OTBET Ha pasfpaxuTenb, a C Apyroi CTopo-
Hbl - B OTBET Ha COSIHeYHOe 00nyYeHne aeKkBaTHO NPOTEKaeT MenaHoreHes,
KOTOpPbIN ABASETCS NPOTEKTUBHBIM (hakTOpoM hoToCTapeHus.

Y naumeHTa obHapyXeH annesb, KOTOPbIA aCCOLMUPOBAH CO CHUXEHWUEM aK-
TMBHOCTW TUPO3MHa3bl. [TOHMXKEHHAs CKOPOCTb CHHTE3a MeflaH1Ha CHUXaeT
9hhekTUBHOCTb MeNaHoreHe3a, YTo ABAAETCS NPOTEKTUBHbLIM (haKTOPOM B
MiaHe BO3HWMKHOBEHNS HeXenaTenbHOW nurMeHTauny. GeHoTUnMYeckn aTo
nposiBnaeTcs 6onee CBETNOM KOXEN.

Y naumeHTa CHUXeH PUCK BO3HMKHOBEHNA OKCMOATMBHOIO CTpeccCa no uc-

criegyeMbIM reHETUYECKM MapKepaMm.

CornacHo faHHbIM aHKeTbI Yy nauneHTa npucyTCcTByrOT d)aKTOpr pUCKa BO3-
HUKHOBEHMS HeXenaTelbHOW MMrMeHTaunu.
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Wccnepyemble reHbl + deHOTUN

Unmn pedenTtopa MeNaHounTCTUMYIMPYroWero ropMoHa, noaToMy 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 naumeHTa He 0BHapYXeH ansesb, aCCOLMMPOBAHHbIN C HapyLleHeM yHK-

| MC1R

Y naumeHTa obHapyeH annenb, KOTOPbIA aCCOLMUPOBAH CO CHUXKEHWEM aK-

TYR TUBHOCTM TMPO3MHa3bl. [TOHMXKEHHAs CKOPOCTb CHHTE3a MeNaHHa CHXKaeT
3P heKTUBHOCTb MeNaHoreHes3a, YTo ABASETCS NMPOTEKTUBHBIM hakTOPOM B
nnaHe BO3HWKHOBEHUS TpaBMaTUYeCKON MUrMeHTauum,

Y naumeHTa CHUXeH PUCK BO3HMKHOBEHUA OKCMOATWMBHOIO CTpecca no nc-

OKkcupaTuBHbIN cTpecc
cnenyeMbIM TrEHETUHECKMM MapKepaMm.

I Y naumeHTa HeCKOJIbKO MOBbILWEH PUCK BO3HMKHOBEHMS BOCMAIEHNA MO UC-

I BocnaneHMe crnefyeMbiM reHeTU4eCKMM MapKepam.

CornacHo faHHbIM aHKeTbI Yy nauneHTa NpucyTCTByrOT dl)aKTOpr PUCKa BO3-
I HUKHOBEHNA TpaBMaTVIHeCKOVI nMrMeHTauunn.

I O6pa3 XusHu

PesynbTtaTt

Ipy MeXaHNYeCKOM, XMMUYECKOM W NItoBOM [pYroM NOBPEXAeHNN KOXM B OpraHuame 3anycka-
eTcs BocrnanuTesibHas peakuus, KoTopaa HOCUT 3alUMTHbBIN XapakTep W Hanpas/eHa Ha 130sUmnio
nospexaatoLLero hakTopa, orpaHuyeHne 06aacTv NOPaxeHVs U CTUMYASLMIO penapaTuBHbIX MPo-

Leccos. [Npn noBpexaeHun TKaHen B KOXe NoBbILLaeTca KOHUEHTpauuda MegmaTtopoB BoCnaleHns,
o6pa3yr0Tcs‘-| CBO60,EleIe pagvkanbl, 4TO He TONIbKO ycyryﬁnﬂeT BOCMaNNTENbHOM peakuynn, Hon cTtun-
an AaHHOM COYeTaHnu reHotTuna MYIVPYIOT CUHTETUYECKYHO aKTUBHOCTb MeNaHoUMTOB. [03TOMY NOCNeACTBUEM Pas/IYHbIX TPaBM

N aHKETHbIX aHHbIX y NauneHTa KOXW, HEPEKO ABNAETCA NIoKaslbHaa NOCTBOCNaNNTeNbHas NurMmeHTauma.

HECKOTbKO MOBbILLIEH PUCK B naHHOM pasfene, TOMUMO OLIEHKM TEHOB, KOAMPYHOLIMX CUHTES MeflaHMHa, OKCUAATUBHOIMO CTpec
BO3HMKHOBEHWA TpaBMaTU4YECKOM ca Mbl TaKxe pachanMBaeM I'IOJ'II/IMOp[b'I/ISMbI B reHax, Oﬁch‘IaBJ‘IVIBaI'OLLI’MX peakTMBHOCTb KOXM
nMrMeHTauunu. 1 ee CKIIOHHOCTb K BOCManuTeNlbHbIM peakunam, oTogepmaTosam.



CDOTOCTapeH ne | COCTOFIHIAe COC)’,EI,OB 26|27  TlepcoHasibHbIN FrEHETUYECKUNI OTHET %

Wccnepyemble reHbl + deHOTUN

npeccun PyHKLMOHAIBEHO 3pesioro anacTuHa. 3TO NPUBOAWNT K hOpMMpO-
BaHWIO BHEK/IETOYHOMO MaTpUKCa C MOBbLILLIEHHOW XPYNKOCTbIO U HapyLLeH-
HOW (OYHKLMEN YCTOMUYMBOCTU K PACTAXKEHMIO. DTO NPOSABASETCS CHUXKEHNEM
9M1aCTUYHOCTM KOXM, YTO MpY M3BbITOYHON HArpysKe MOXET MpUBOAUTL K
HexenaTeslbHbIM PacTsxKaMm, NTo3aM U T.4,

I Y naymneHTa o6Hapy>KeH annenb, KOTOprVI accounmnpoBaH CO CHMXKEHEM SKC-

| ELN

Y nauueHTa He 0BHapyXeH annenb, KOTOpbI acCoLMMpoBaH ¢ HapaboTKoi
COL1A1 Konnarera | TUna ¢ HapyLWeHHOW CTPYKTYpol. He BbiABEHO dhakTopa pucka
HapyLeHVs OPMUPOBAHSA BHEKIIETOYHOTO MaTPUKCA.

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

| sLc23at

Y naumeHTa CHWXEH PUCK MIMKMPOBAHUS U MHAYLMPOBAHHOIO MM OKCKaa-
rnVIKVIpOBaHVIe TUBHOrO CTPecca Mo UccnefoBaHHbIM MoKasaTensam rno UccnegyemMbiM reHe-
TMYECKMM MapKepam.

CorfnacHo JaHHbIM aHKEeTbI Y MaLUMeHTa NpUCYTCTBYOT (DaKTopbl PUCKa, He-
I raTUBHO BIMSIHOLLIME HA COCTOSIHME COCYOB.

I O6pa3 XusHu

PesynbTaTt

C ogHon CTOPOHbI COCTOAHME KPOBEHOCHbIX COCyAOB BJIMAET Ha MNPOHULAEeMOCTb COCy,D,l/ICTOl7I
CTeHKM ONs pas/INYHbIX KOMMNOHEHTOB KPOBK, C ,qpyr017| CTOpPOHbI, COCYyAMNCTadA CTeHKa OO/KHaA obe-
cneyrBaTb COMPOTUBIIEHNE OﬁbeMy KPOBU. PUINONOTNYECKME N MEXAHNYECKME XapaKTEPUCTUKMN

COCy,ElVICTOlZ CTeHKM obecneymBatoT 6eMoK 31acTUH, OTBEYatOLLINiA 3a YNpyrocTb 1 3/1aCTUYHOCTb CO-
Cy[0oB, N KonnareH, obecneynBatoLLnii cocyabl CMOCOBHOCTbIO PacCLUNPATBCA M CYyXaTbCA, peannsyq

Mpyn AaHHOM CoYeTaHUM reHoTUNa TPaHCMoPTHbIE XapakKTEPUCTUKN CUCTEMbI MUKPOLMPKYNALMKA. [pn HapyLLEHWUW B reHe, KOAUPYro-
N aHKETHbIX AaHHbIX Yy NauneHTa LLIeM CUMHTEe3 311acTUHa, NonepeyHble CLUMBKM MeXy BOIOKHaMK aniacTHa obpasyoTes B HeocTa-
HECKOJIbKO MOBbILLIEH PUCK TOYHOM _l|<_OJ'IVI‘~IeCTBe 1N He 06pa3yroTCs BOOOLLE, 4TO MPUBOANT K MCTOH6‘—IeHI/IrO 1 PacTAXMMOCTU

cTeHKkW. Takxe B fJaHHOM pasfene Mbl AOMONHUTENbHO aHannaupyem paboTy reHa, KogupyroLlero
BO3HWKHOBEHWA HapyLleHnA MeTabonmM3am ButTammHa C, HeobxoanMMoro Ana hoOpMUPOBaHMS BOMIOKOH KosareHa 1 oLeHnBaem
3N1aCTUYHOCTKU COoCyaoB. puvck npotecca hopMUPOBaHKS KOHEYHbIX MPOAYKTOB MMKaLMK, HapyLwaroLwmx pyHKLMOHaNbHYO

aKTUBHOCTb U LIeIOCTHOCTb GENKOBOro BOOKHA.



doTocTapeHue | PekomeHgaumu

OkcuaaTuBHbIN CTpecc

[py AaHHOM COYEeTaHUU reHOTUMa N aHKETHbIX
OaHHbIX Yy NauueHTa HeCKOJIbKO MoBbILWEeH PUCK
BO3HUKHOBEHUA OKCNAATUBHOIO CTpecca.

CocTosiHMe cocynoB

IMpy AaHHOM COYETaHUM FeHOTUMA N aHKETHbIX
[AaHHbIX y NaLMeHTa HECKO/bKO MOBbILWEH PUCK
BO3HWUKHOBEHUS HapYLLIEHNA 3N1aCTUYHOCTY
cocyaoB.

A
@ PekomMmeHayeMble
npoueaypbl

HabnogaeTcs HEKOTOPOE CHUXKEHWe MoTeHuMana oToNPOTEKTUBHON
OyHKLMM KOXM. [p1 MOBBILEHHOM MHCONALMM U/UW UCMOSIb30BaHWM arpec-
CUBHbIX KOCMETUYECKMNX MpenapaToB, eCTb PUCK OTOCEHCUOMM3aLnK, a
TaKXe -NpeapacronoXeHHOCTb KOXM K annaepManbHOi NurMeHTaumn. Ha-
6ntofaeTcst PUCK, aCCOLMMPOBAHHBIN C HapYyLLEHWEM LeNOCTHOCTU COCYan-
CTOW CTEHKM, YTO MOXET OTPasnTbCA Ha COCTOAHUN MUKPOreMoperynsaLmm,
Yyepes NMpeapacnosioXeHHOCTb K aHrMonaTuaM, COCYAUCTbIM peakLmnsaM, po-
3aleanofobHbIM cocTosHUsM. OcobeHHast NpeapacrnonoXeHHOCTb npu 1 u
2 poToTUMNE N yCTano-aedopMaLMoHHOM TUMNe cTapeHus. PekomeHgyeTcs
npoBefeHne NPoLEayp, HaMpPaB/IeHHbIX Ha YKPEMIEHWE CTEHKM COCYAO0B, Mo-
BbILLEHNS MX TOHYCA, YNYULEHNS MUKPOUMPKYASUMA 1 NpeaynpexaeHnsa ob-
pasoBaHVA TeNeaHrnoaKTasuin. PekoMeHayeTcs KOHTPOIMPOBATL NPOLIECCH!
BOCMasIEHUS MPU XKMUPHON U KOMOWMHVMPOBAHHON KOXe Ha MpeaMeT BO3HMK-
HOBEHWA MNOCT-BOCMaNMUTENbHOM MUrMeHTauun. XenaTenbHO npoBeneHue
AHTUOKCUOAHTHOM Me30Tepaniu, a Tak Xe — KOHTPOsb paBGoTbl SIoKanbHOro
UMMYHUTETA.

MN3beraTb nHconsuMKM Ha coHe npuema OOTOCEHCUMOUAMBUPYHOLLINX Meau-
KamMeHTOB. 1N KOppeKLmnm y>xe MMEKOLLENCA MUrMEHTaUmMK - NPUCTyNaTh He
paHee 6-8 Hefenb MNocne akTUBHON MHCONALMK. TIPUMEHEHNE XUMUYECKMNX
MUVHIOB PEKOMEHAYETCH C 0CODON OCTOPOXHOCTBIO, XeNaTebHO npume-
HeHVe OCBETNIAIOLLEN Me30Tepanuu, AeIMKaTHbIX anmnapaTHbIX MeETOAMK. TO-
nuyeckas peTuHM3aUma He pekoMeHayeTCd. Tak Xe CTOUT y4uUTbIBaTb, YTO
0BHapyXeHbl NOAMMOPCOHbIE BapuaHTbl FeHOB, aCCOLUMMPOBAHHbIE CO CHU-
XXEHMEM aKTWMBHOCTU HEKOTOPbIX PEPMEHTOB 3alUMTbl OT OKCUMAATMBHOIO
cTpecca. [Mpy HanM4nm NoAMMOPPU3Ma, aCCOLIMMPOBAHHOIO CO CHUXEHWEM
cTabunbHocT HALGH:XMHOH OKCUAOpPeAyKTasbl, MPUBOAWT K HapyLUeHUO
Lienn TKaHeBOro AblXaHUst B MUTOXOHLPWAX, CHVXXEHNIO aHTUMOKCUOAHTHON
3alUNTbl KNETOK, MOBbILEHHOW YYyBCTBUTENIbHOCTBIO K MOBPEXAOLWNM
hakTopam BHeLLHel cpefbl. KaTeropnyeckuii KOHTPOnb CpefoBoro dhakTo-
pa — CTPECCOB, KyPEHUS, SKOMOTMN.

PekoMeHAYHOTCS MHBa3WBHbIE aHTUIMMNOKCAHTHbIE U aHTUOKCUIAHTHble
NporpaMMbl C TyTaTWOHOM, AHTApPHOW KUCIIOTOKN, NepdTopyrneBonoM v
KoaH3umMoM Q10, nnayeHTapHbIMU KOMMOHeHTamu. [py ABHO TMNOKCUIAHBIX
COCTOSIHUAX KOXM, peKOMeH0BaH Kypc Me3oTepanuu ¢ MAPH, noanepxka
MUKPOreMoperynaumum cocyaucTbiMu npenapaTamu, NpoTMBOBOCHaNMTeNb-
HbIM peLenTypbl.

28129 [MepcoHanbHbIN reHeTUYEeCKUI OTYET

{W PekoMeHayeMble MHIpeaAneHTbl
—1 B AOMaLUHEM yxoge

PeKOMeH0BaHO PEryNApHOE MPUMEHEHME COMHLE3ALMTHBIX MPEenapaToB ¢
NCKIOUNTENBHO (PU3NYECKUMI DMNbTPaMm 3alMTbl MPKU BbIXOAE Ha YAnLYy B
ntoboe Bpems rofa.

OnTuManbHa perynsipHasi aHTMOKCWAAHTHAsS Tepanus, A5t KOHTPOMsS OKCW-
JaTVBHOIO CTPEecca, U MoAnepXKM (DepMeHTOB. BaxHO 00s3aTeNbHO KOH-
TPOIMPOBaTb MaKCMMasibHO (DU3MONMOrMUYHOE 3aXMBIIEHME BOCNANNTENbHbIX
3N1EMEHTOB, MO0 MPUCYTCTBYET BbICOKUIA PUCK MOCTBOCMANUTENBHOM NMUrMeH-
Taumn.

MauneHTbl C XXMPHOWM 1 YrPeBOM KOXEN Npu AaHHOW MyTauumn UMEKOT BbICOKME
PWCKM Ha MOCT akHe NUrMeHT. KaTeropnyeckn He pekoMeHayeTCst Koppekums
NUrMeHTaumn paHee, Yem vepes 4-6 Heflenb Nocse akTUBHOW MHCoNALMM. Mpn
HeoBXx04MMOCTM MCNOb30BaHWS PETUHON-COAEPXKaLLMX NpenapaTos, 0653a-
TenbHO ABYXHeAeNbHasA NOAroTOBKa C NpenapaTtamMu, CoaepXallMu BUTaMUH
A Ha nNpeaMeT U3ydeHne peakLm KOXMN.

v PexkomeHgaumn no npuemy bAlos
2l N U3MEHEHUIo NUTaHUS

PekomeHayeTcst npuem BA/], cogepxalumx L-Tmpo3nH 1 L-TpuntodbaH, Kos-
flareHoTepanus per os.

Takxxe Npv faHHOM reHoTUNe pekoMeHayeTcs KypcoBon npuem bA/L, conep-
Xalumx rnyTaTuoH, aHTapHyto kucnoty, JHK, Butamurbl C, K, P 1 KO3H3MM
Q10.

®CE

CKNOHHOCTb
K MOSIBIEHUIO BECHYLLEK

anI AaHHOM co4YeTaHun reHoTuna u
AHKeTHbIX AaHHbIX y nauueHTa CHUXXeH pUCK
BO3HUKHOBEHUSA BECHYLLEK.

CKNOHHOCTb
K rmnepnurMeHTaumnm

lMpn faHHOM COYeTaHMUM FreHOTUMNa U aHKETHbIX
AaHHbIX Yy NauueHTa HeCKO/IbKO MoBbILWEeH PUCK
BO3HMKHOBEHUA NUTMEHTaUun.

CKNOHHOCTb .
K TpaBMaTU4yecKom
nMUrMeHTaumnm

lMpun faHHOM COYEeTaHMUM FreHOTUMNa U aHKETHbIX
AaHHbIX 'y NauneHTa HECKO/1IbKO MoBblLLeH
PUCK BO3HUKHOBEHWA TpaBMaTUYeCKomn
nurMeHTauun.
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®CE

PesynbTaTt

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

[M1K1poBaHye (Ha3blBaeMoe Takxe peakiuein Maiepa) — 9To peakuus, BO BPEMS KOTOPOI caxapa
CBA3bIBAKOTCA CO CBOGOAHON aMWHOrPYNMoi Monekysbl 6enka, YTo NPUBOAUT K USMEHEHWIO ero
CTPYKTYpbI. ITOT npoLjecc npoTekaeT 6e3 y4acTusi PEPMEHTOB U PacTAHYT BO BpeMeHW. B peaynb-
TaTe peakumn o6pasyroTCst KOHeUHble NPOAYKThI FMKMPOBAHUS, NOPaxXatoLLne B YMce NMpoUvx 1
CTPYKTYpHble GeNKn KOXU — KonareH 1 anacTuH. Kak cneficTeve, BONOKHa GeKOB CTaHOBATCA
XPYMKUMU, KOXa NOCTENeHHO TepAEeT YNPYrocTb 1 31aCTUHHOCTb, U NOSIBNAIOTCSH BUAVMbIE NPU3Ha-
Ki cTapeHnst. [MUKMpoBaHue Takke NPosBAAETCSA NOBbILLEHWEM NMPOHULEGEMOCTU COCY0B, 3aMef-
fleHVieM pereHepauumn Koxu, yrHeTeHreM npolecca KonnareHesa, o6pasosaHuem pyGLOBOIN TKaHW.

Mccnepyembie reHbl + peHoTun

AGER

Glol

OKcupaTUBHbIN CTpece

O6pa3s XunsHu

Y naumeHTa He BbIsiBIEH reHeTUYecKun CbaKTOp pucKa rmmknpoBaHMa 1 Orno-
CpenoBaHHOIO MM OKCMOATMBHOIO CTpecca.

Y naumeHTa He oBHapy>XeH asnesb, KOTOPbI acCOLMMPOBAH CO CHUXKEHHOMN
aKTMBHOCTbIO TMOKcoNasbl |. He BbiABNEH reHeTUYecKnin hakTop pucka
MIMKMPOBaHWS M ONOCPEAOBAHHOIO MM OKCUAATMBHOMO CTpecca.

Y nayneHTa CHUXeH pUCK BO3HUKHOBEHWS TIMKMPOBaHWS Ha CbOHe CHW/XeH-
HOTO pMCKa BO3HUKHOBEHNA OKCMAOATMBHOIO CTpeCcca no nccnegyeMbiM re-
HETNYECKUM MapKepaMm.

CornacHo faHHbIM aHKeTbI Yy nauneHTa npucyTCTByrOT CbaKTOpr pncKa BO3-
HUKHOBEHUA TNUKNPOBAHNA W, aCCOUMMPOBAHHOIO C HMMW OKCMOATUBHOIO
cTpecca.



BuocTtapeHune | CuHTE3 1 gerpajauus KonnareHa

PesynbTtaTt

Mpu faHHOM coyeTaHuu reHoTuna
N aHKETHbIX AaHHbIX Y NauneHTa
CHUXXEH PUCK YCKOPEHHOro
pas3pyLeHusa KonnareHa.

KonnareH siBnsieTcst 0OCHOBHbIM hnbBpunnsipHbiM Genkom (1o 70 %), oBecnednBaroLLM MexaHnye-
CKvie CBOWCTBA KOXW, ee MPOYHOCTL M COMPOTHBIEHNE K AechopMaLmsaM. B TeueH e Hallen Xn3Hu
CUHTE3 KOsareHa nNpovcxoamT MOCTOSIHHO A/ BOCCTaHOBIEHUS U 3aMeHbI MOBPEXAEHHbIX TKaHel
WM CO3[aHust HOBbIX KNETOUHbBIX CTPYKTYP. OfIHAKO, NOCTOAHHO NPOVMCXOAUT U paspyLueHie Konna-
rEHOBbIX BOJIOKOH M0J BO3LENCTBMEM (PEePMEHTOB KosnareHasbl, CTPOMeNM3nHa-1 1 xkenatuHasbl B.
INpy onpeaeneHHbIX NoMMopdmramMax akTUBHOCTL (OEPMEHTOB MOXET BbITh CHIKEHa, B peaynbTaTe,
B KOYXe 00pasyeTcs HEMOMHOLEHHbI HE3PESbIi KOMareH, IMWEHHbIR HYXHbIX YPYro-MexaHU4YeCKmx
CBOWCTB. MI3MeHSIOTCA NapaMeTpbl PaCcTKUMOCTU, BASKOCTU iepManbHO MaTpuLibl, 91aCTUYHOCTH,
amopTu3auun. KonnareHoBble BONOKHA «CIMMAOTCS », KOYKa TEPSIET CBOKO 9N1aCTUYHOCTb W YrpyrocTb.
CHWXXEHWE KONMYEeCTBa W M3MeEHeHWe KauyecTBa KOSareHoBbIX BOSIOKOH B [epMe MpoBOLMPYHOT
YCKOPEHHOe CTapeHne KOXM, yMeHbLUeHWE TONWMHbLI AepMasibHOMO Crost, hopMM1poBaHme MOPLLIMH,
CKadok, NposiBfieHne rpaBUTaLMOHHOMO NTO3a MATKWX TKaHe. YCyryGnstoT cuTyauuto ConHeuHoe
13nyyeHue, KypeHve, HecbanaHcMpoBaHHOE MUTaHMe 1 Npoyne hakTopb.

Wccnepyemble reHbl + deHoTUn

I O6pas XusHu

CornacHo JaHHbIM aHKeTb! Yy nauveHTa rnpucyTCcTBYHOT CbaKTOpbl pucka no-
BbllLIEHNA CKOPOCTW pa3pyLlleHnd KonareHa.
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COL1A1

MMP1

MMP3

TIMP1

| sLc23at

MukuposaHue

Y nauueHTa He oBHapyXeH annesb, KOTOPbIA accoumMnMpoBaH ¢ HapaGoTKOM
KonnareHa | TMna ¢ HapyLEeHHOW CTPYKTYPOI. He BbisiBNeHo dhakTopa pucka
HapyLIeHMst (DOPMMPOBaHMS BHEKIETOYHOO MaTpUKCa.

Y nauveHTa He oOHapyXeH annesb, KOTOPbIi aCCOLMMPOBaH C MOBbILLIEHHON
TPaHCKPUMUMOHHOW aKTUBHOCTbIO FreHa, KOAMPYHOLLIEro MeTannonpoTemHasy
| TMna. He BbiABNEHO hakTopa prcka MHOYLMPOBaHHOM AerpagaLmnm KoMmo-
HEHTOB BHEK/IETOYHOIr0 MaTpuKCa.

Y naumeHTa He oBbHapyXXeH annefb, KOTOPbIA aCCOLMMPOBAH CO CHUXEHHOM
TPaCHKCKPUMLMOHHOW aKTUBHOCTBLIO FeHa, KOAMPYHOLWEro CTPOMMEeNn3unH |
U MeTannonpoTenHasy |l Trna. He BbisBNeHO dhakTopa 3almnTbl OT MHOY-
LIMPOBaHHOM Aerpafaum KOMIOHEHTOB BHEKJIETOYHOIO MaTpumKCa.

Y naumeHTa He 0BHapYyXXeH annesb, KOTOPbIA aCCOLMUPOBAH C MOBbILLEHHbIM
YPOBHEM TKAHEBOI0o MHIMOUTOPA MeTanIonpoTenHas.

Y nauyeHTa obHapyXeH annesb, aCCoLMMPOBAHHbIA CO CHUXEHHbIM YPOB-
Hem BUTamMuHa C. MyTauma B reHe SLC23A1, KOTOpbI kogupyeT Genok-ne-
peHocuYuK BUTaMmuHa C, MPMBOAUT K CHUXEHWIO cneynnyHocTn 6enka, 4to
NPUBOANT K CHUXKEHNIO 3ChPEKTUBHOCTM TpaHCcnopTa BUTaMumHa C B KNETKY.
BbiABneH hakTop p1cka HapyLLeHNs CUHTe3a Konarexa.

Y naumeHTa CHWXEH PUCK YCKOPEHHOrO paspyLleHns KosareHa us-sa Ha-
KOMMeHWst NPOAYKTOB MNKMPOBAHUSA MO UCCefyeMbIM reHEeTUYECKUM Map-
Kepam.



buocTtapeHue | CoctossHWe anacTuHa
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PesynbTaTt

Mpwn faHHOM coveTaHumn reHoTuna
M aHKETHbIX AaHHbIX y NaumeHTa
NoBbILEH pUCK GopMUpoBaHus
311aCTUHa C HapyLUeHHOW
CTPYKTYpOMN.

3nacTvH Hapsay C KOMareHoM W HEeKOTOPbIMU ApYrviMU cOMOPUANISIPHBIMK BenkamMi HaxoauTes
B MaTpuKCe COEAUHUTENBHOM TKaHU, DOPMUPYst TPEXMEPHYIO CeTb DEeNKOBbIX BOSIOKOH. JMacTuH
ABMISIETCA OCHOBHbLIM GENKOM 971aCTUYECKMX BOSIOKOH, KOTOPble B GOMbLUMX KOMMYECTBAX COAep-
XaTCH B MEXKIIETOYHOM BELLIECTBE TaKMX TKaHel, Kak KOXa, CTeHKM KPOBEHOCHbIX COCY/OB, CBA3-
KW, 9TU TKaHW oBnafatoT OuveHb BaXKHbIMY CBOWCTBAMU: OHM MOTYT PacTArMBaATLCS B HECKOMBKO
pa3 Mo CPaBHEHUIO C WCXOLHOW [SIMHOW, COXpaHsisi Mpu STOM BbICOKYHO MPOYHOCTb Ha Paspbis,
11 BO3BpaLLaThbCA B NepBOHAYasbHOE COCTOsIHME MOCTE CHATUS HArpy3KK.

Mpwn Hann4um !'IOJ'IVIMODCbI/ISMa, nonepeyHble CLWBKK Mexay BOJIOKHaMK anacTuHa OGDaSyI—OTCﬂ
B HEQOCTaTO4YHOM Ko/n4ecTee Uin He oﬁpasyroch BOOOLLE. Bcnefcrteue aToro, y anacTu4eckmx
TKaHel CHWxaeTcs npenennpoYHOCTN Ha pa3pbiB N NOABAAKOTCA TakWe HapyLleHNs, Kak NICTOHYeH-
HOCTb, aTOHWSA, NOBbILEHHAaA PaCTAXMMOCTb.

Wccnepyemble reHbl + heHoTUn

| ELN |

O6pa3 XusHu

Y naumeHTa obHapy>KeH annenb, KOTOPbIA aCCOUMMPOBAH CO CHUXEHWEM 3KC-
npeccun OyHKUMOHANbHO 3Penioro anactTuHa. 3To NpuBOAMT K DOPMUPO-
BaHWIO BHEKJIETOYHOO MaTpUKCa C HapyLLeHHOW (OyHKUMeR YyCTONYNBOCTY
K PACTSXXEHWIO 1 MOBBILEHHON XPYNKOCTHI. 3TO NPOSIBASETCS CHUXKEHVEM
9M1aCTUYHOCTU KOXM, YTO NPY N3BbITOYHON Harpy3Ke MOXeT NPUBOANTL K He-
XenaTesbHbIM PacTsKKaM, NTo3am 1 T.1.

CornacHo aHHbIM aHKeTbl Yy nauneHTa npucyTCcTBYHOT CbaKTOpr, HeraTnBHO
BANAOLLINE Ha COCTOAHNE 3/1aCTUHa.
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PesynbTar

rVIaJ'IypOHOBaﬂ KNCoTa ABNAETCA MyKOnonncaxapnaom nnu BelecTBoM, KOToOpoe npoayunpyeTca
B MEeXKeTO4YHOM MPOCTPaHCTBE N BbINONHAET beHKLI,VIVI Kapkaca TKaHen. Takxe rmanypoHoBas
KWUCNOTa 3a4eicTBOBaHa B npoueccax 3axuBrieHns paH, BNIMAET Ha UMMYHHbIE peakuun, yHacTByeT

B aHrnoreHese, 6110KMpYyeT [eCTBMUE Ha KNEeTKN CBOBOHbIX paAnKanos. B Kax4oM opraHuame rv-
anypoHoBas Kncnota BblpaﬁaTblBaeTCﬂ M pa3pylaeTcsa eCTECTBEHHbIM 06pa30M, YTO nponcxoanT
an AaHHOM Co4eTaHumn reHoTuna non ,D,el7|CTBl/IeM cneunanmanpoBaHHbIX CbepMeHTOB.

N aHKETHbIX AaHHbIX Yy NauneHTa

CKOpOCTb pa3py|_ueH na CO6CTBeH HOVI B naHHOM pasgene paccmaTtpusatoTcs r‘IOﬂVIMOpCblllsMbl B reHax, OTBETCTBEHHbIX 3a CMHTE3 rany-

FManypOHOBOW KUCHOTbI HECKOMBKO pOHaT-CUHTETa3aMu rManypoHOBOM KUCNOTbI 1 ee Aerpafauuio NocpeicTBOM rManypoHmaas.

noBbIWEeHa NpyU HOpMasibHOM
YpOBHE CHTEe3a.

Wccnepyemble reHbl + heHoTUn

JaHHbIA reHoTUMN acCoUMMPOBAH CO CHUXXEHHOW CKOPOCTbID PaspylleHus
HAST COBCTBEHHOM ManypoHOBOM KMCAOTbI MO MCCeyeMblM FeHeTUYECKUM Map-
Kepam.

CornacHo jaHHbIM aHKeTbl Y MaumeHTa NpUcyTCTBYIOT (hakTopbl pucka no-
I BbILLIEHHOW CKOPOCTU paspyLLeHUs rmanypoHOBOW KUCOTbI.

I O6pa3 XusHu




buocTtapeHune | PekomeHgaumu

PekoMeHayemMble
npoveaypsbl

Npn aHann3e reHeTUYecKnx rnokasatenein 6uocTapeHnss He 0BGHapy>XeHbl MyTaLWK, aCCOLMUPOBAHHbBIE C CUHTE30M MeXaHu-
YeCcKM He COBEPLUEHHOrO KosnareHa. He obHapyseHbl MyTaumm, aCCoOLMMPOBaHHbIE C MOBbILLIEHHON CKOPOCTLIO AerpafaLum
KomnnareHa, anacT1Ha v rmanypoHOBON KMCNOTbI.

%«

CTOWT yunTbIBaTb YTO OBHApYXeH AedDeKT acCOLUMUPOBAHHBIN CO CHUXEHWMEM IKCTMpeccun DyHKLMOHAbHO 3pefioro ana-
CTUHa. 3TO NPUBOANT K DOPMMPOBAHUIO BHEKIETOYHOrO MaTpPUKCa C MOBbILLEHHON XPYNKOCTBIO U HapyLUEHHON dOYHKLN-
e YCTONYMBOCTM K PACTAXKEHNIO. DNacTUYECKME BOJIOKHA: CTaHOBATCS rpyBbiMyM, YacTo doparMeHTUPYHOTCS, NOSABISOTCS
YyYacTKM WX CrylleHuns, 0COBEHHO Mo SMUAEPMMUCOM - CEHUNBbHBbIR 91acTO3; UOPUITLI MaTPUKCa 91aCTUYECKOrO BOIOKHA
YTOMNLIAOTCA M YKOPauMBatoTCa - Hapaay C JereHepauneit anacTMYeckoro kapkaca fepMbl HaGnoaaroTCa OTOXKEHNs conei
Kanbums. 3TO NPOABNAETCS PE3KUM CHUXKEHMEM SM1AaCTUUYHOCTM KOXM, YTO NPK M3BLITOYHONM Harpy3Ke MOXET NMpUBOaUTb K
HexenaTeslbHbIM PacTAXKaM 1 NMTO3aM, PaHHEN rpaBuTaLMm, OTArOLEHHOMY aHaMHe3y nocse NAacTUYecKor XMpypriuu, na-
3epoTepanun, TepaInTuHra.

O6Hapy>XeHbl MyTaL1K, aCCOLMMPOBAHHbIE CO 3HAUYUTENbHBIM MOHMKEHEM BbIPaBOTKMN r1ManypoHOBO KMCOTbI, YTO MOXET
NPUBOANTL NPY HEBNAroNPUATHBLIX YCNIOBMAX K MOBLILIEHHOW CYXOCTU KOXM, PaHHEMY MOABEHNIO MPUSHAKOB Npexaespe-
MEHHOIO CTapeHust. ECTb pUCK MOBbILLIEHWS aKTUBHOCTY IManypoHMaasbl, HapyLEHNS MAPOANHAMMUKA B MTYOUHHbBIX CTPYKTY-
pax [epMbl, yTpaTe CUrHanbHbIX 1 aHTUOKCUOAHTHbIX CBOMCTB rManypoHOBOM KMCOTbI. [ManypoHaH TepseT CTUMYNMpytoLLve
CBOICTBA B @Hr1oreHese 1 UMMYHOKOMMETEHTHbIX PeakLnsax, OT Yero eCTb PUCKM CHUXKEHNS DM3NONOrMUYECKNX XapaKTepn-
CTUK A€PMbI, TUMEPPeaKTUBHOCTY KOXM Npy BUOpeBUTaNMLN, (DOPMUPOBAHIO JTOKANbHOMO OTeKa, HapyLLIEHMHO MUKPOremMo-
perynsaumm

Mpu paboTe ¢ NaumeHToM 00 40 NeT pekoMeHayeTCst NpoLefypbl BMoOpeBNTaNM3aLMN BbICOKOMOSEKYSPHON M1anypoHOBOM
KnucnoTom 2-3 Kypca B rof, MesoTepanust ¢ nenTuaamu, CTUMYIMPYOWYMK CUHTE3 COOCTBEHHOW MManypoHOBOM KUCOTbI.
Mpu paboTe ¢ naumeHToM 45+, cnenyeT ucnonb3osaTb K 0,5-1%, n3beras nanynbHOW TEXHWUKM, B MOMb3Y KIaCCUYECKOM NH-
TpoAepMasnbHO. PekoMeHayeTCst HauMHaTb 3aMeCTUTENBbHYIO Tepanuto ¢ 6osee paHHero Bo3pacTa — ¢ 24-26 neT. B cBA3n
C TeMm, 4TO Y nauymeHTa obHapyKeHbl NONMMOPMHbIE BapnaHTbl FreHOB, KOTOPbIE aCCOLMMPOBAHbI CO CHUXEHWEM 3alUnTbl OT
OKCMIATMBHOMO CTpecca MoXeT ObITb ycKopeHa Aerpadaums ounnepoB Ha OCHOBE r1MaypoOHOBOM KUCNOTbI. He oBHapyXeHb!
MyTaluy, aCCOLMMPOBaHHbIE C MPeapPacrnONOXEHHOCTBIO K FMKMPOBAHMIKO. »
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_‘w PeKomer,yeMble MHIpeauneHTbl
—l= B AOMalHeM yxone

PekoMeHJyeTCs, OPUEHTMPOBAHHOE MO BO3PaCcTy MauMeHTa WUCMOb30BaHve
HU3KOMOSEKYNSAPHOW ManypoHOBON KUCNOTbl AN BOCCTAHOBMEHWS CUHTE3a
COBCTBEHHOW MO NPUHLMNY 0OPaTHON CBA3MN.

XenaTenbHo coyeTaHve ¢ ApYrMm YBAaXKHAOLWMY MOKPOBHbLIMIU KOMMOHEH-
TaMu: MEHTaBUTUKH, akBasaHc, nosimcaxapuibl MOPCKOro NMPOUCXOXAEHUA, KO-
HbAK MaHHaH. O

0A3aTeNbHbIN KOHTPOSb rMapaTaLum BCEX YPOBHEN KOXM, MOAAEPXKKa 3aLUnT-
HbIX CBOMCTB KOXM, SPF npoTekuma MuHrmMym 20.

* PekomeHpgauunu no npuemy bAloB
2l N U3MEHEHUIO NUTaHUS

MepopanbHble fobaBky, cogepxallne nenTuabl kKonnareHa (rMaponM3npoBaH-
HbIl1 KONIareH) BMeCTe C raslypoHOBOM KUCNIOTOM M BUTaMUHOM C.

Tak>xe /151 BOCCTaHOBNEHNS 6anaHca CMHTe3a W AerpafgaLnm HaTMBHOM ruany-
POHOBOW KUCOTbI peKOMEHAYETCA KypCcoBOe NpuMeHeHve bA/l, cogepxalumx
BMeCTe MnaLeHTy C rvanypoHOBOW KUCNOTOW. KOHTPOMb MUTLEBOrO pexrMa
—25/30 MnHa 1 Kr Beca..

®CE

[MuknpoBaHue

anI AaHHOM cOo4YeTaHun reHoTuna u
AHKeTHbIX AaHHbIX y nauueHTa CHMXeH
PUCK IMUMKUPOBaHMS No nuccnegoBaHHbIM
nokasaTtenam.

CVHTe3 1 paspyLleHune
KosinareHa

Mpyu faHHOM COYeTaHUu reHoTUna u
AHKETHbIX AaHHbIX Y MaLMeHTa CHUXKEH PUCK
YCKOPEHHOr0 paspyLUeHus KoJiareHa.

CocTodaHue anacTuHa

Mpu faHHOM COYeTaHUK reHoTUNa u
aHKEeTHbIX AaHHbIX Y NauueHTa NoBbILIEH PUCK
(hopMUpOBaHUA 3M1aCTUHA C HapYLUEHHOM
CTPYKTYpOWA.

MManypoHoBasi KucnoTa

Mpy faHHOM COYETaHWUM FEHOTUMNA U AHKETHbIX
[laHHbIX y NaLueHTa CKOpPoCTb paspyLleHus
CO6CTBEHHOW r'ManypoHOBOW KUCNOTbI
HECKOJIbKO MOBbILLIEHa NPU HOPManbHOM
YPOBHE CUHTe3a.



BocnanutenbHble npouecchobl | CKINOHHOCTb K BOCMNaJIeHUAM

PesynbTtaTt

[Mpyn faHHOM coyeTaHuuM reHoTMNa
N aHKETHbIX AaHHbIX Yy NauneHTa
HECKOJ1bKO NOBbILLIEH PUCK
BO3HMKHOBEHUA BOCNaneHna n
rmneppeakumm Ha KocMeTn4yeckune

npoueaypbl.

PeaKkTUBHOCTb KOXWM — 9TO CKJIOHHOCTb K pasfpaxeHuto, BOCNanMTenbHbIM 1 anieprityeckum pe-
aKUMsAM. TIoBbILLEHHAA YyBCTBUTENBHOCTb KOXM 4acTo 0ByC/oBfeHa HapyLUeHNeM LieNoCTHOCTH
POroBOro cfos anuaepmyca 1, Kak CrnefjcTaue, CHUXeHeM ero 6apbepHoit cpyHkUun. HegoctaTtou-
Hasi 3aWwuTa OT HeGnaronpysATHbIX BHELHVX BO3AENCTBIIA BefeT K 6ecrnpenaTCcTBEHHOMY NPOHUK-
HOBEHWIO B KOXY Pa3MyYHbIX BHELWHWX pasapaxuTenei.

B opraHmame 3a BocnanuTesbHble MPOLECChl OTBEYAOT reHbl CUCTEMbI MHTEPNENKMHOB, Hann4me
NMoMMOPPU3MOB B KOTOPbIX MOXET FOBOPWTb, Kak O MOHMXKEHHOM, TaK 1 O NOBbILIEHHOW CKIIOHHO-
CTW K BOCNaNMUTeNbHbIM peakUmnam. VX nccnefoBaHue AaeT BO3MOXHOCTb NpeackasaTb, HaCcKosb-
KO CUMbHBLIM 1 fJonrvm ByneT BocnaneHune, OLeHNTb YyBCTBUTENBHOCTb KOXM, MPenpacronoxeH-
HOCTb K 3puUTeMe, MPOrHO3MPOBaTb CKOPOCTb 3aXKMBJIEHNS PaH.
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Uccnepyemble reHbl + heHoTun

YPOBHEM aKcrpeccun chakTopa Hekposa onyxonn (dHO-a), KoTopblit sBs-
eTca MHOrodyHKUMOHANbHbIM NPOBOCMANMUTENbHBIM LUMTOKMHOM.  PHO-a
CTUMYNMPYET MNPOAYKLMIO TakuX LIMTOKMHOB Kak WJ1-1, UJ1-6, J1-8 n apyrux.
MyTaums B reHe ®HO-a sBnsieTca pakTOPOM prcka NOBbILLIEHHOW YyBCTBK-
TENILHOCTM KOXW K PasapamnTenam 1 CKIIOHHOCTM K BOCMaIEHHIO.

I Y naumeHTa oBHapyXeH annefb, KOTOPbIM accounmMpoBaH C MOBbILLIEHHbIM

| TNFa

ypoBHEM aKcnpeccun WJ1-6, KOTopblin ABAAETCA NPOBOCHaNUTENbHbIM Lin-
TOKMHOM. MyTaums B reHe WUJ1-6 ABNseTcs akTopoM prcKa MOBbILEHHOM
BOCMaNMTENbHOW PeaKLui.

I Y nauveHTa oBHapyXeH annesb, KOTOPbIA acCOLMMPOBAH C MOBbILLEHHbIM

T

Y naumeHTa oBHapyxeH annefb, KOTOPbIA acCoLMMPOBaH C MOBbILLEHHbIM
IL4 YPOBHEM aKcrnpeccum WJ1-4, KOTopbIin ABASETCS NPOBOCMANUTENbHBIM LMTO-
KnHoM. MyTauma B reHe UJ1-4 aBnaeTcs hakToOpoM pucka BO3HUKHOBEHMA
MOBbILLEHHON BOCNANNTENBbHON peakLunu.

Y nauneHTa He oBHapy>KeH annesb, KOTOPbIN aCCOLMMPOBAH C MOBbILLEHHbBIM
IL13 ypoBHEM akcnpeccun MIT-13. He BbISBAEH reHeTUYecknii dhakTop prcka
BO3HVKHOBEHWS MOBbILLIEHHOM BOCNANNTENBHOM peakLum.

Y naumeHTa He 0GHapyXXeH anesb, KOTOPbI aCCOLMMPOBAH C NOBbILLIEHHbIM
IL6R YPOBHeM aKcrpeccun pelenTopa W/1-6. He BbigBneH reHeTndeckuin haktop
p1CKa BO3HMKHOBEHWS MOBbILLEHHOI BOCMaNMTENbHOW peakLmm.

CornacHo faHHbIM aHKeTbI Y NMaLveHTa NpUCcYTCTBYIOT (DaKTopbl prcKa BO3-
O6pas Xu3Hu HUKHOBEHWA MOBbILLIEHHOM CKNIOHHOCTK K BOCMaIMTE/IbHbIM NPOLIECCaM.




BocnanutenbHble npouecchl | Po3auea 1 Kynepos
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PesynbTar

Mpu AaHHOM COYeTaHWM reHoTMNa
W aHKETHbIX JaHHbIX Y NMaumeHTa
HeCKOJIbKO MOBbILIEH PUCK
BO3HUKHOBEHUS po3aLen u
Kyneposa.

Po3allea — XpOHMYECKOe MONMATUNOTMYECKOE PeLMaVBHMpYtoLLIee 3a60eBaHne KOXM L, 4acTo
00yCnoBEHHOe aHTMOHEBPOTHUYECKUMU HapyLLEHWSIMU. OAHUM W3 TPUITEPHbBIX MeXaHU3MOB BO3-
HUKHOBEHUA W Pa3BUTWS posaliea ABASETCA U3MEeHEeHWe TOHyca MOBEPXHOCTHbLIX COCYAOB KOXM
nvua, KoTtopble OBYCNOBMEHbl Pas3fivyHbIMKU BHELUHMMMW (CONHEYHAas MHCONALMS, BO3AeNCTBUE
Tenna, XonoAa, YacTble XUMWUYECKIME MUINHTY, yOTpeBeHne ankorons) U BHyTPEHHUMU (MHADeKUm-
OHHble 3a6oneBaHUs Koxw, 3aboneBaHns NMLLEBapUTENLHOTO TPaKTa, COCYAMCTO-HEBPOTUYECKME
peakumn) chakTopamu.

[ns Toro, 4ToObl ONPeaennTb PUCK BO3HUKHOBEHUS PO3aLIEN U Kynepo3a, He0BX0AMM KOMIMeKC-
HbI NOAXOA C YYETOM FEHOB, CBA3aHHbIX C COCTOSIHUEM COCY0B, BOCNAMTENbHBIMU PeaKLUAMM,
MOHMKEHHBIM KOHTPOSIEM OKCUAATUBHOIO CTPECCa, 3aLUMTHBLIMI (OYHKLMAMM Snuaepmica.

Wccnepyemble reHbl + peHoTUN

| TNFa |

IL6

IL6R

MMP3

Y naumeHTa obHapyXeH anneflb, KOTOPbIA acCoLMMPOBaH C MOBbILLEHHbIM
YPOBHEM aKcrpeccun dhakTopa Hekposa onyxonu (PHO-a), KoTopblit SBns-
eTcA MHOrodyHKUMOHabHbIM MPOBOCNANUTENbHBIM LUMTOKMHOM.  ®HO-a
CTUMYSIMPYET NPOOYKLMIO TakMX LMTOKUHOB Kak WUI1-1, J1-6, UJ1-8 n gpyrux.
MyTaums B reHe ®PHO-a sBAseTca hakTOPOM pUcKa BOZHUKHOBEHMUSI po3a-
Lien 1 Kkyneposa.

Y naumeHTa oBHapyXeH annefb, KOTOPbIN aCCOLMMPOBaAH C MOBbILLEHHbIM
YPOBHeM akcnpeccuu J1-6, KOTopbIi ABNAETCA NPOBOCNANUTENbHBIM LIMTO-
KnHoM. MyTauus B reHe WJ1-6 aBndeTcss hakTopoM pucka yCuneHust npo-
BOCNaNMTENBHON peakLmm KOXH.

Y nauuneHTa He 0BHapy>XeH annenb, KOTOPbIV aCCOLMMPOBAH C NOBbLILLUEHHbIM
YpPOBHEM aKcnpeccum pelientopa WJ1-6. He BbIABEH reHeTuyeckunini hakTop
pYICKa MOBbILLEHHOM YYBCTBUTENBHOCTN KOXM K BHELLUHVIM Pa3fapaxuTeNnsM.

Y nauveHTa He oBHapy>eH annesb, KOTOPbIA aCCOUMMPOBAH CO CHUXEHHOM
TPaHCKPUNUMOHHOM akTUBHOCTbLIO reHa, KoAMPYHOLLEero MeTannonpoTerHasy
.



BocnanutenbHble npouecchl | Po3auea v Kynepos

MMP1

SOD1

SOD2

I CocTosiHue cocynoB

MurmeHTauyus

OKcupaTUBHbIN CTpece

I O6pas XusHu

Y nauuneHTa He o6Hapy>KeH annenb, KOTOprl;I accoummpoBaH C MOBbILLEHHON
TpaHCKpVII'ILLVIOHHOVI aAKTVBHOCTbLHIO reHa, KoaMpyroLero MeTasyionpoTenHasy
| Tvna. He BbIsBNEHO cbaKTopa prcKa BO3HNKHOBEHNA po3aLlen 1 Kyrneposa.

Y naumeHTa He oGHapyXeH anfesb, KOTOPbIA acCOLMMPOBAH CO CHUXEHMEM
aKTUBHOCTM LMTO30SbHOM CynepoKCUaaNCMYyTasdbl. He BbIABNEH reHeTuye-
CKMiA chakTop prCcKa BOSHUKHOBEHWS PO3aLIEN 1 Kyneposa.

Y naumeHTa He oGHapYXXeH annesib, KOTOPbIA aCCOUMMPOBAH C MOBbILIEHMEM
aKTUBHOCTU CynepoKCUaAMCMYyTasbl. He BbIABNEHO NPOTEKTUBHOIO cpakTo-
pa BO3HWKHOBEHWS po3aLien 1 Kynepo3sa.

Y naumeHTa HecKOmnbKO MOBbIWEH PUCK BO3HUKHOBEHWS HapyLUeHWs ana-
CTUYHOCTM COCYAOB MO UccnenyemMbiM reHeTn4ecKnMM Mapkepam.

Y nauueHTa MNoBbIlWEH PUCK BO3HUKHOBEHWUA MWUIMEHTaLUMK, YTO ABNAeTCA
NPOTEKTUBHbLIM (haKTOPOM BO3HMKHOBEHMA PO3aLien 1 Kyreposa Mo 1ccrne-
LyeMbIM reHeTUYECKMM MapKepam.

Y naumeHTa CHMXEH PUCK BO3HWKHOBEHUA po3alien 1 Kyneposa Ha CbOHe
CHMXXEHHOIO prcKa BO3HMKHOBEHMNA OKCMOATVMBHOIO CTpecca no nccnegye-
MbIM TEHETUYECKUM MapKepam.

CornacHo AaHHbIM aHKEeTbI Y MalyeHTa NpucyTCTBYHOT DakTOPbl prcka BO3-
HUKHOBEHWSA PO3aLien 1 Kyneposa.
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[MepcoHanbHbIN reHeTU4YecKnin oTHeT




BocnanuTenbHble npouecchl | ATonnyeckun aepmMmaTtuT

PesynbTtaTt

[Mpyn faHHOM coYyeTaHuuM reHoTMNa
N aHKETHbIX AaHHbIX Yy NauneHTa
noBbIWEH PUCK BOSHUKHOBEHUA
aTonnyeckoro gepmatuTa.

ATOMUYECKUI EPMATUT — 3TO XPOHMYECKOE 9K3EMaTO3HOE BOCMaseH e KOXHbIX MOKPOBOB annep-
TNYECKO MPUPOAbI C MEPUOANYECKUM YepeoBaHUEM CTaanin PEMUCCUM U PELNANBOB, MPOSBASIO-
LUMXCS CUITbHBIM 3YA0M 1 MOBbIWEHHON PEAKTUBHOCTHIO KOXHbIX NMOKPOBOB. [aToreHes atonuye-
CKOro IepMaTHTa MMEET CUITbHYIO FEHETUYECKYIO COCTaBNSAOLLIYIO. Hacne[oBaHvie aTonmyeckoro
fepMaTuTa OCyLEeCTBASETCA MO NOMUFEHHOMY TUMY, MPK 3TOM NepefaeTcs He camo 3aboseBaHie,
a COBOKYMHOCTb MeHETUYECKMX (DaKTOPOB, CMOCOOCTBYIOLIMX (DOPMUPOBAHMIO MPEAPACTIONONKEH-
HOCTM K 3aBonesaHuio. Mbl NpefdnaraeM paccMOTPeTb HECKOSbKO rPyMn reHoB, KOTOpble B TOW
WM UHOW CTEMeHW CBA3aHbl C Pa3BUTUEM aTOMMYECKOro AepMaTuTa: reHbl, Kogupytowue 6enku,
ydacTBytoLLve B POPMUPOBaHUM aM1AepManbHOro Gapbepa; reHbl, mpegpacrnonaratolme K atonuu;
reHbl, BIUsioLLne Ha IgE-0TBET; reHbl runeppeak TMBHOCTYM KOXM, HE3aBICHUMOM OT aTomuu.

Wccnepyembie reHbl + GpeHoTun

I 06pas XusHm I

CornacHo JaHHbIM aHKETbI Y NMaLUueHTa NpUCYTCTBYHOT haKTopbl pUCKa BO3-
HUKHOBEHMA aTOMMYECKOro gepmaTnTa.
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Y naumeHTa oBHapyxeH annefb, KOTOpbIA accouMMpoBaH C HapyLleHVeM
dyHKUMK Benka. B peaynbTaTe BOZHUKAIOT HapyLLIEHNS B NMpoLiecce KepaTu-
HM3aLMK, a Takxke B npolecce obpazoBaHma NMF. [oBblILLIEH PUCK BO3HUK-
HOBEHWS aTOMMYECKOro AepMaTmTa, B TOM YUCIE, K CKPBITOMO aTOMNYECKOro
aepmatuTa.

Y naumeHTa obHapyxeH aneflb, KOTOPbIA acCoLMMPOBaH C MOBbILLEHHbIM
YPOBHEM aKcrpeccun dhakTopa Hekposa onyxonu (PHO-a), KoTopblit SBns-
eTcA MHOrodyHKUMOHabHbIM MPOBOCMANUTENbHBIM LUMTOKMHOM.  ®HO-a
CTUMYSIMPYET NPOOYKLMIO TakmX LMTOKUHOB Kak WUI1-1, NJ1-6, UJ1-8 n gpyrux.
MyTaums B reHe PHO-a aBnsieTcs pakTOPOM pyUcka BO3HMKHOBEHWS aTOMNM-
4ecKoro gepmMaTtuTa, B TOM YMCNE U CKPbITOM ero hopMbl.

Y naumeHTa oBHapyxeH annenb, KOTOPbIN accounMvpoBaH C MOBbLILLUEHHbIM
YPOBHeM akcnpeccum WJ1-6, KOTopbl ABASETCA NPOBOCNANUTENBHBIM LUTO-
KnHoMm. MyTaums B reHe MJ1-6 aBnseTca NpOTeKTUBHbIM (DaKTOPOM BO3HMK-
HOBEHWA aTOMMYeCKoro gepmaTura.

Y naumeHTa He 0BHapy>KeH annenb, KOTOPbIA aCCOLMMPOBAH C NOBbILLEHHbIM
ypoBHeM WJ1-13. He BbIsIBNEH reHeTUYecKnii hakTop pucka BO3HUKHOBEHNS
aToOMM4ecKoro Aepmatumra.

Y naumeHTa He oBHapyXeH annefb, KOTOPbIA acCoUMMPOBaH MNOBbILLEHHbIM
YpOBHeM akcnpeccum petientopa WJ1-6. He BbISIBAEH reHeTnyeckunii dhakTop
pUCKa BO3HUKHOBEHWS aTOMMYECKOro Aepmatumra.

Y nauueHTa He oGHapyeH annesb, KOTOpPbI acCoOUMMPOBAH MOBbILLIEHHbIM
YPOBHeM aKcrpeccun pelentopa WU/1-6. He BbigBneH reHeTudeckuin hakTop
p1CKa BO3HMKHOBEHWSA aTOMMYECKOro fepMaTtuTa.

Y naumeHTa oBHapyXeH anneflb, KOTOPbI acCOLMMPOBAH CO CHUXEHHbIM
YPOBHEM Pas/IMYHbIX MOMMHEHACHILLIEHHbIX XUPHbIX KMCNOT. BbigBneH dak-
TOP PUCKa CHUXEHWA YPOBHSA MONMHEHACHILIEHHbIX XMUPHbBIX KMCMOT B nyas-
Me KPOBW. BbisiBneH dhakTop pucka BOSHUKHOBEHWSI HapyLUeHWst hopMmpo-
BaHMA POroBOro Crios.



BocnanutenbHble npouecchl | PekoMeHaaumm

CKNOHHOCTb
K BOCNanuTenbHbIM
npoweccam

|-|pI/I AaHHOM coYeTaHUW reHoTuna U aHKeTHbIX
AaHHbIX Yy NaluueHTa HeCKOJIbKO MOBbILLEeH PUCK
BO3HUKHOBEHUSA BOCManeHna n runeppeakynm

Ha KoCMeTu4veckune npoueaypol.

Posauea u Kyrnepos

[Mpn faHHOM coYeTaHUn reHoTUNa N aHKeTHbIX
AaHHbIX Yy NauueHTa HeCKOJIbKO MOBbILWEH PUCK
BO3HUKHOBEHUSA po3aLlien 1 Kyrneposa.

ATOnuyeckuii oepMaTuT

|-|pI/I AaHHOM coYeTaHun reHoTuna n
AHKEeTHbIX AaHHbIX Yy NalueHTa NoBbllWeH PUCK
BO3HUKHOBEHUA aTONMYeCcKoro gepmatura.

PekomMmeHpyemble
npoueaypbl

|_|pl/l OaHHOM TeHOoTUMne CyLlecTByeT BbICOKUI PUCK BOCHaJINTE/IbHbIX MPO-
LieccoB. BO3MOXHO MJ10X0e 3aXMBSIEHNE paH, CKITIOHHOCTb K BOCMaNeHnam Ha
KOXe, XPOHNYeCKM fepMaTo3aM YNoOpHOro TeEYEeHNA. HaGJ’II-O,D,aeTCH BbICO-
Kad aKTMBHOCTb KaJ'IJ'IVIerl/IH*KI/IHMHOBOVI cucTemsl. NoBbilleHa KOHLEHTPa-
LUMA MapKepoB BOCManeHnd, KoxXXa peakTnBHaa N YyBCTBUTE/IbHa K arpeccum
N nHconALnn.

%

XapakTepHbl CMOHTaHHble PeLnAMBbl XPOHNYECKUX 3aboneBaHnii. CnegyeT
OCTOPOXHO MCMONb30BaTh TPaBMUPYHOLLME Mpouedypbl, T. K. CyllecTByeT
BbICOKWIA PUCK MOAydeHnst MOBOYHbIX 9dddeKTOB — OTeYHOCTHM 3yAaa, Bocna-
NeHns, spuTembl. [1pr HanUuMm COMYyTCTBYHOLLErO aHaMHe3a — YacTas XPOHU-
3auus BocnaneHuns. bonbLuoe BAnsiHWE Ha PeakTUBHOCTb KOXW MPW faHHOM
reHoTune ByayT oka3blBaTb DaKTOPbl OKPYKatoLleh cpefbl U 0Bpas XN3HW.
He pekomeHOyeTCcA MpUMeHeHWe arpeccuBHbIX npouenyp. Kateropuyecku
NPOTMBOMOKa3aHbl XMMUYecKne NanHIm ¢ pH Huxe 2,5, ocobeHHo kepaTto-
TINTUKW, TINKONEBAS, KOMEeBas KUCNOTbI. [TpeanoyteHne — SH3UMHbIE MUINH-
rv, PHA, npoTuBoBOCnannTesibHas, CoCyaucTaa MesoTepanus.

CylecTByeT MOBbILEHHbIN PUCK BO3HUKHOBEHWUS po3aliea 1 Kyrneposa. Pe-
KOMeHyeTCcda NpoBefeHne npouenyp, HanpaBieHHbIX Ha YKPenneHe CTeHKM
COCY0B, MOBbILLEHNA UX TOHYCAQ, YNyULLEHUA MUKPOLMPKYNAUMU 1 Npeay-
npexaeHnss 06pas3oBaHMa TeneaHrnoakTasuini. [pynna pucka — >XEHLUHbI
40+. 06513aTeNbHbIN KOHTPOb paboTbl opraHoB XKT, BoccTaHOBEHWE MU~
KpOoOUOTbI.

MokasaHoO MpvMeHeHWe npenapaToB a3enanHOBOM U (PUTUHOBOW KWCOT,
PHA. Tlpy ynopHoM TedeHve AepMaTosa pekoMeHyeTCd MOoLKIYeHne
hapmakoneiHbix npenapatom — Po3ameT, Asenvk 1 T.4. ONTUMansHo npu-
MEeHeHVe Me30mMpenapaToB C M1yTaTUOHOM, 3CUMHOM, TPOKCEPYTUHOM, ML~
LIMPU3MHOBOW KUCNIOTOW, TMHKIO 61n106a, OpraHnyYeCcKUM KpeMHMEM, TMAPOK-
CUMPOSIMHOM, METUOHUHOM, TPEOHUHOM, NT3NHOM, CO/I.

PekoMeHayt0TCs acTeTUYecKMe NporpamMmMbl C LiESbIO BOCCTAHOBMEHNA TU-
OpONMNMAHOro 6apbepHOro Crost, a TakXe CHWXKEHMIO UYyBCTBUTESIbHOCTU
KOXW W perynsumnm naTeHTHOro BocnaneHns. HeobxoaMmM KOHTPOsb paboThl
opraHoB XKT Ha npeaMeT HapyLLIeHNst MUKPOBMOTbI, SHTEPONaTuWiA, NULLIEBO
HEenepeHoCMMOCTM.
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JOoMaLLHWIA yxo[ C UCMOSIb30BaHMEM TMMoasiepreHHon KOCMeTVKN 6e3 KOHCepBaHTOB, CMMPTOB, KpacuTenel 1 oTayliek. B
cocTaBax 0053aTefIbHO HaM4ME MOLLHbIX aHTUOKCUAAHTOB M MX KOMOWMHALMIA A8 MakCUManbHOro BOCCTaHOBEHUS (DYHK-
LM KOXW, aKTUBU3aLMM MECTHOrO UMMYHUTETa, 6NIOKMPOBaHMA BOCMANUTENbHbIX MPOLECCOB, 3alUNTbl KOXW OT arpeccus-
HOro BO3AENCTBMSA. [pUn YyBCTBUTENBHOM KOXM PEKOMEHAYOTCA MaKCUMasibHO JIErKMeE, MHKAMCYIMPOBaHHbIE KOMMOHEHTbI
peLenTyp, 06s13aTeNbHOE HAa3HaYeHWe PereHepaHToB — annaHTovHa, naHTeHona (o 8%), buccabonona, asyneHa, MMNULoMu-
METWKOB 711 MIHOBEHHOIO BOCCTAHOBEHNA BapbepHbIX OYHKLMIA KOXM — LiepaMmaos, dhocdonmnimaos, MNMHXK.

B nomMatuHeM NpoToKose 06s13aTeneH KOHTPOSb NULLIEBOMO NOBEAEHNS, PEryAALMS rOPMOHAabHOro cTaTyca, KOHTposb XKT
— QHTepocaH, lenaTocaH, NpoBNoTUKK. OrpaHnyeHme ankorons, Kode, ropaYnx 1 ocTpbix OM0: a3enanHoBas K1CnoTa, LieH-
Tenna aswaTtckas, sHTapHas kucnota, Q10, FyTaTMoH, raMMa-opu3aHos, SCLUWH, MnuMpprnanposas kucnoTta.06a3aTensHoe
cofiepXXaHune MHrpeanmeHToB BOCCTaHaBMBAKOLLIMX MMAPONUNNAHBLINA BapbepHbIA CAON: MOTIOYHbIE BENKK, MaHTEHOS, a3enauH,
BeTarntokaHbl, TMapOIM3MPOBaHHbIE MPOTENHbI 3/1aKOBbIX, MOSIOYHAS KMCNOTa, HE3aMEHMMbIE XMPHbIE KUCNOTbI, LlepaMubl,
donTOCHUHIra3MH, IKCTPaKT POMALLKK, MMMO3bI, KpaCHOrO BUHOMPaAa, Macsio NpUMy bl BeYepHer, Macsio WK, Macso xoxoba,
anoe Bepa, annaHTouH, EGF

* PekomeHpgauunu no npuemy bAloB
2l N U3MEHEHUIO NUTaHUS

PekomMeHAayeTcs KypcoBoe npumeHeHne Omera 3,6,9,7. 06s13aTeNlbHOe NpUMeHeHne aHTMokcuaaHToB. KoHTponb H1rnctamu-
Ha, 6paaVKVHNHA, MeANATOPOB BOCManeHns.

ObsazaTenbHas perynspHas npodunakTuka aHTeponaTmn — OHTepocaH. KOHTPONb MULWEBON HenepeHOCMMOCTM.
Tak xe pekomMeHayeTcs npuHuMaTh BALL cofepxalune KoaH3aumM Q10, SHTapHYH KMCAOTY 1 TMHKIo 6unoba, ButamuHsl K, C,
PE

Takxe obasatened npuvem Omera -3, 7, a Tak Xe anbda-MNoeBoi KUCNOTbl, uUTOsCTporeHos (Mpu runos-
CTPOreHun). PeKkoMeHOyeTCs KypcoBoe npumeHeHWe BAJl copepxalwero nnaueHTy Aans  CTUMYISUMM  NpOTUBO-
BOCManuTenbHbIX LMTOKMHOB. ObsA3aTteneH npuem Omera 3, 7, aHTMOKCMAAHTOB, epMeHTOB, MNPOBMOTUKOB.
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Wccnepyemble reHbl + deHOTUN

Y naumeHTa He obHapyXXeH annefb, KOTOPbIA aCCOLMMPOBAH CO CHUXEHHOM
AQP3 aKcnpeccuein 6enka akBanopunHa 3. He BbISIBNEHO reHeTUYecKoro dpaktopa
pucka CHMKeHNs adpeKTUBHOCTM pereHepaLmn.

Y nauueHTa He oBHapy>KeH asnesnb, KOTOPbIM aCCOLMMPOBAH CO CHUKEHHbBIM

FUT2 YPOBHEM BUTaMuHa B12 B nnasme KpoBu. He BbISBAEH reHeTudeckuit hak-
TOp pricka BO3HUKHOBEHUS AehuUmMTa BUTAMMHA B12 U CHUKEHWS TeM ca-
MbIM 9(DHEKTUBHOCTY pereHepaLinm.

Y naumeHTa He 0BHapyXeH annesb, KOTOPbIi aCCOLMMPOBAH CO CHUXEHMEM

MTHFR aKTUBHOCTU MeTuReHTeTparnapodonaTpeaykTasbl. He BbISIBAEH reHeTude-
CKUit haKTOP prcka BOSHWMKHOBEHWS fedounLmTa BUTaMMHa B9 1 Tem cambim
CHIKEHMS acDtheKTUBHOCTI pereHepaLi.

BCMOT1 Y naumeHTa He 0BHapYy>eH aseslb, KOTOPbIA acCOLMUPOBAH CO CHUXEHHOM
CKOPOCTbO MpeBpaLleHnst M1LLEeBbIX B-KapoTEHOB B peTUHasb. He BbisiBMeH
reHeTUYECKMn hakTop PUCKa BOSHNKHOBEHUS HapYLLEHWIA B MpoLiecce pere-
Hepauwmn.

PesynbTaTt

I 06pa3 WUIHU I CornacHo faHHbIM aHKETbI Y MauMeHTa NpUcyTCTBYHOT DaKTOPbI pUCKa BO3-

; y HVUKHOBEHNA HapyLLEeHWI NpoLiecca pereHepaLum.
PereHepauMﬂ KOXW npefcTtasnaeTt coboi npouecc BOCCTaHaB/IeEHMA TKaHW, NoBpexaeHHON B pe-

3ynbTaTe MEXaHUYeCKOro Uian XMMUYECKOro BO3AeiCTBuMA. Mpolecc pereHepaumy cnocobeTayeT
06pa30BaHNIO HOBbIX KNIETOK U ONTUMMU3aLMM 3aLLMTHBIX CBOMCTB KOXHbIX MOKPOBOB. B 3aBMCHMO-
CTVW OT TOrO, KaK BbICTPO NPOM30MAET 3TOT NpoLiecc, OyAeT 3aBKCETb OCTaHYTCA M Ha Koxe pyoLo-
Bble U3MEHEHWS, MrMEeHTaLMSA, BOCCTAHOBUTCA I HOPMasIbHbI MUKPOpesibedd KOXHOIo NoKpoBsa.
Mpy AaHHOM CoYeTaHnm reHoTuna PereHepaLUnOHHbIN NOTEeHLMan KoXu 4acTo 3aBUCUT OpT KonmuecTsa gkganopﬁi{os, TaK Kak I/IE)( 3a-
N aHKEeTHbIX AaHHbIX Y NauneHTa [laya COCTOWT B BOCCTAHOBJIEHWM TPAHCMOPTHbIX BO3MOXHOCTE KNeToUHbIX MeMBpaH, a Takxe oT
HopManbHas ahheKTUBHOCTb meTabonmama BrTamuHoB A, B9 1 B12, KoTopble BAMAIOT Ha CKOPOCTb pereHepaLimn TkaHel.

pereHepaumnm KOXxu.
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PesynbTaTt

anI AAHHOM COYeTaHnn reHoTuna
N aHKETHbIX AaHHbIX Yy NauneHTa
HECKOJIbKO NOBbILIEH PUCK

HapylwleHna npouecca py6ueBava.

Py6eL chopmupyeTcs BCre[CcTBIE HApyLLUEHWs LLIeOCTHOCTYH KOXHOrO MOKPOBa, JI0KasIbHOrO NMoBbI-
LeHns nHaekcoB TIMB, 3aTXKHOMY naTeHTHOMY BOCMaUTeNbLHOMY NpoLEeccy, B peadynbTaTe npo-
LIeCCOB 3aKpbITUsA fedheKTa HOBOM COeAUHUTENBHON TKaHbHO. [1aToreHes passuTys pyoLoB A0BOb-
HO CNOXeH 1 perynmpyeTcs LiefibiM KOMMIEKCOM reHoB. B nepyto ouepefb Heobxoanma oleHKa
penapaTopHOro noTeHuuana Koxu, a Takxe reHeTUHecku-AeTepPMUHMPOBAHHbIX MEXaHW3MOB, OT-
BevatoLwyx 3a nocsefytoLiee PeMogeMpoBaH1e TKaHu.

B crnydae HopmanbHoON OyHKUMOHANbHOM akTUBHOCTM KNETOK 6a3asibHOro ciosi MoBepxXHOCTHOE
noBpexXAeHvie anuaepmMmca Yallie Bcero pereHepupyeT 6e3 obpasoBaHus pybLoB. Yem riybxe npum
TpaBMe MopaxeHWe CII0eB KOXW, TEM ANUTeNbHee NMPOLIECC 3aXMBIEHUS U BbipaxeHHee pybeL.

Wccnepyemble reHbl + deHOTUN

COL1AT1

MMP1

MMP3

TIMP1

Y naumeHTa He OBHapyXeH annenb, KOTOPbIN accoumMmMpoBaH ¢ HapaboTKow
KonnareH | TMna ¢ HapyLLIEHHOM CTPYKTYpoit. He BbigBEHO dhakTopa pucka
0bpa3oBaHusa HekpacKBoro pybua.

Y naumeHTa He obHapy>eH annesb, KOTOPbIN acCOUMMPOBAH C MOBbILLEHHON
TPaHCKPUMNLUMOHHOM aKTUBHOCTbIO reHa, KOAMPYHLEro MeTannonpoTenHasy
| Tuna.

Y naumeHTa He oBbHapyXeH annefb, KOTOPbIA aCCOLMMPOBAH CO CHUXEHHOM
TPaHCKPUMUMOHHOM aKTUBHOCTBLIO reHa, KOAMPYHOLIEro CTPOMUENVNSWH | nnn
mMeTannonpoTenHasy Il Tuna. He BbisiBNeHo dhakTopa pucka o6pasoBaHua
HekpacuBoro pybLa.

Y naumeHTa He 0B6HapyXeH annesb, KOTOPbI aCCOLMMPOBAH C MOBLILLIEHHBIM
YPOBHEM MHIMBUTOPa METANIONPOTENHAS.
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| ELN

FUT2

MTHFR

I O6pas Xun3Hu

Y naumeHTa obHapyseH annenb, KOTOPbI aCCOLMMPOBAH CO CHUXXEHMEM IKC-
npeccumn oyHKUMoHanbHOo 3penoro 6enka. 3To NpUMBOAUT K (DOPMUPOBaHMIO
BHEKIETOYHOrO MaTpuMKCa C HapyLeHHON PyHKLMER YCTONUMBOCTY K pacTsi-
XEHWIO ¥ MOBBILEHHON XPYNKOCTbO. MyTauus B reHe sBnsieTcst hakTopoMm
pucka hopMMpPOBaHNS HEKPaCKBOro pybua.

Y nauueHTa He OBHapyXXeH annesb, KOTOPbI aCCOLMMPOBAH CO CHUXKEHHbIM
YypOBHEM BMTaMUHa B12 B mnasme KpoBW. He BbISIBNEH reHeTUYecKumin dpak-
TOP pUCKa BO3HUKHOBEHWS Aecbuunta BuTammHa B12.

Y nauymeHTa He oBHapy>KeH ansnesb, KOTOPbI aCCOLUUMPOBAH CO CHUXEHHBIM
ypOBHEM BMTaMuHa B9. He BbIfBEH reHeTUYecKuii dhakTop pucka BO3HUK-
HOBeHWA fAebnymnta BuTammHa B9. CHUXKEH pUCK BOSHUKHOBEHWS HapyLUEeHWI
B NpoLecce peMOAeNpOBaHNS TKaHew.

CornacHo faHHbIM aHKeTbl Y NaLlueHTa NpUcyTCTBYOT (hakTopbl pUcKa BO3-
HUKHOBEHWS HapyLLeHui npoliecca pybueBaHus.
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3a)xuBneHue paH u pybueBaHue | PekomeHpgavumm

CKJIOHHOCTb K pereHepaumm

Mpy AaHHOM COYeTaHuu reHoT1Na u
aHKETHbIX AaHHbIX Y MaLueHTa HopMasbHas
3 peKTUBHOCTb pereHepaLmmn KoXxu.

CKJTOHHOCTb K py6L|,eBaHmo

Mpy1 LaHHOM COYETaHUM FeHOTUMA U aHKETHbIX
[aHHbIX y NaLyeHTa HECKOJbKO MOBbILIEH PUCK
HapyLueHus npouecca py6LeBaHus.

PekomMmeHpyemble
npoueaypbl

Mpun DaHHOM FeHOTWMNE CyLIECTBYET BbICOKMI pUCK DOPMUPOBaHNS pyobLoB.
PereHepauums TKaHel Takxe 3aMeaneHa. MNpun 3aXXMBReHUn yaIMHAETCS Npo-
mmdpbepaTmBHas dhasa, Koxa nokasblBaeT BbiCOKMe nHaekcebl TIOMB. OcobeH-
HOe BHUMaHue HeobX0aMMO YAeNATb KyNMPOBaHMIO BOCMAanMTebHbIX NPO-
LleccoB.

%«\

Koxa »upHast n KoOMBUMHMPOBaHHas, YacTo Bonee CKOHHA K pyblam 13-3a
HapyLeHns pH nokasartens MaHTuM MapKMOHWHN 1 MOBbILIEHHOW MPOHMLA-
€MOCTM pOroBOro cfos. B 30He NoBbILLIEHHOMO prcKa Koxa 45+, B 0CODEHHO-
CTVW NPU HanMumMnm MyTaumnii No omnarrpuHy U akBanopuHam, a Takxxe — npu
HanM4MM OTATOLEHMS B aHaMHe3e NMpuW HapyLLeHWsX YrNeBogHOro O6MeHa.

CnenyeT OCTOPOXHO MCMOSIb30BaTb TPaBMMUPYHOLLIKE MpoLedypbl, T. K. Npu-
CYTCTBYET BbICOKUIA PUCK MOMyYeHNs MOBOUHbIX adhdekToB. OBpaThTb 0CO-
60e BHMMaHWNe Ha BOCCTaHOBUTENbHbIN Nepuoa.
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06s3aTeNIbHOE MCMONb30BaHNE TOMMYECKNX MPenapaToB, YCKOPSHOLWMX 3axuBieHne ¢ EGF, 6eTa-rnokaHaMu, KopHeoOMUMeE-
TUKaMW, annaHToMHOM, Tpurnnuepuaamu, oocchonmnuaamu, Lepammnaamu.

06s3aTeNbHO NprMeHeHWe cocyancTow, MNAPH 1 npoTMBOBOCNaNUTENbHOM ME30TEpPanun B 30He 3aMedneHust pereHepaLum.
Mpn HavanbHoW dhase pybLeBaHUst NOcNe aNUTen3aLmn HeOBX0AMMO UCMNONb30BaTb CUIMKOHOBBIE MOMY-OKKO3VBHHbIE
refin/nnacTbipu.

v PexkomeHgauuun no npuemy bAlos
2| ¥ U3MeHeHUIo NUTaHus

[ins yny4dlieHns pereHepaumnm peKoMeH Iy TCA nepoparnbHble [o6aBky, cofepalline NenTyabl KonnareHa (rMaponM3npoBaH-
HbliA KOnnareH) BMecTe C rvanypoHOBOM KUCOTOM U BUTaMUHOM C, 6eTa-rtoKaHbl, aHTUOKCUIAHTY.

[ins cHxeHus pucka pybueBaHust pekoMeHayeTca npuemM bA/Jl, cofepxallne nnaueHTy ¢ MOPCKUM KOmlareHoM 3a AiBe He-
[ienu [o nnaHnpyemoi npoLenypbl v B BOCCTaHOBUTENbHbBIN NepVof 419 YCKOPEeHUs npoLiecca peMoenmpoBaHns Aepmbl.



MeTabonnam ButaMmnHoB | ButamuH B6

PesynbTaTt

[Mpu paHHOM coyeTaHun
reHOTUMNa U aHKETHbIX AaHHbIX Y
nauMeHTa HECKOJTbKO MOBbILLIEH
pYCK HapyLLeHus meTabonmama
BMTaMuHa B6.

BuTaMuH B6 vcnonb3yeTca B opraHname 18 CuHTe3a KodepMeHTOB: nupugokcansocdaTa v
nupugokcamuHdocdata. KodhepmeHTbl 06pasytoTes nyTem pochopunmpoBaHus no rugpokcume-
TUBHOW rpynmne B NATOM NOMOXEHWN NMUPUMULNHOBOrO KOMbLa NpK y4acTum chepMeHTa NMpuaoK-
canbkuHasbl 1 AT® kak nctouHuka dpochata. Mupraokcanesble ddepMeHThI UMPakOT KHOYeBYHO
ponb B 0OMEHE aMUHOKWCIOT — KaTanuaupytoT peakLmy TpaHCaMUHUPOBaHWS 1 AekapBoKCUImpo-
BaHMA aMUHOKMCIIOT, y4acTBYIOT B Cneyndnydeckmx peakLysix MeTabonnama oTaesNbHbIX aMUHOKMC-
10T (CepuHa, TPEOHUHa, TPUNTohaHa, CepocoAepXKaLllnX aMUHOKICIOT), a Takxe B CUHTe3e remMa.

Mbl paccmaTpriBaem [jBa reHa, acCoUMMpOBaHHbIX ¢ MeTaboM3MoM BUTaMiHa B6 B opraHmnsme.
'eHbl ALPL 1 NBPF3 cBsizaHbl C npeBpalleHemM BUuTaMmHa B6 B ero akTuBHYyto (hopMy 1 C KOHLieH-
Tpaumell aHHOro BUTaMUHa B opraHuame. V13-3a CBoeit KIto4eBoit ponv B hopMUPOBaHUN HOBbIX
KNeTok BUTaMmnH B6 ocobeHHo BaxeH Anst 340poBOro hyHKLMOHMPOBaHMA U BbICTPOro BOCCTAHOB-
NeHna TKaHel. MHorune KoxHble 3a6oneBaHuns, Hanpumep, ak3ema 1 cebopeliHblin fepMaTuT, Hanps-
MYIO CBSi3aHbl C Aed1LMTOM BUTaMMHa B6.

58|59 [TepcoHanbHbI FreHETUYECKUI OTYHET

®CE

Wccnepyemble reHbl + deHOTUN

| ALPL

| NBPF3

O6pas XnsHu

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

BbisiBNeH dhakTop pucka CHMXKEHWSA YPOBHS akTUMBHOro MeTabonmama BuTa-
MWHa B6.

CornacHo faHHbIM aHKeTbl Y NalmeHTa OTCYTCTBYIOT DaKTOpbl p1UcKa BO3-
HUKHOBEHMA fedonumTa BUTaMmHa B6.




MeTabonimsam ButTaMmHoOB | ButamuH B12

PesynbTaTt

[Mpy jaHHOM coyveTaHun reHoTuna
W @aHKETHbIX AaHHbIX Y MauueHTa
CHWMXXEH PUCK BO3HUKHOBEHMUSA
dedvumTta BuTaMuHa B12.

ButamuH B12 ncronbayeTcsd B OpraHn3Me B KadecTBe KOMaKTOPOB PasiMyHbIX GUOXMMUYECKUX
peakumit. ButamuH B12 cuHTeanpyeTcs MUKPOMIIOPO KULIEYHKKa 1, 00pasys KOMMIEKC C BHY-
TpeHHUM chakTopom Kacna, BcackiBaeTcsl B KMLWEYHMKE. AKTHBHbIE (DOpMbl BUTamMuHa B12 oGecne-
YMBAIOT HOPMASbHYIO PaGoTy hePMEHTOB 13 Kiacca peflyKTas, KOTopble, B CBOKO 04epe/lb, Mpespa-
LIAKT (OOJIMEBYIO KMCTIOTY B TeTparnapodonmesyto. TeTparnapodonveBas KUCIOTa akTUBU3NpYeT
npouecc feneHns KNeTOK 1, crefoBaTeNbHO, 00ecneynBaeT HopMasbHbIM NPOLece pereHepaLmm
OpraHoB ¥ TKaHei, NoAAepX1Bast UX B MOSIOAOM W MOSIHOLEHHO (OYHKLIMOHMPYOLLEM COCTOSIHUM.

AKTUBaLMA fefeHnsa KneTok ocobeHHO BaxHa 15 ObICTPO OOHOBASIOWMNXCS TKaHew!, Takux, Kak
KNeTKM KPOBW, CNIM3KCTble 060I04KM, 3nuaepmuc 1 Apyrve. ViMeHHo 6narofaps BIUSHWIO BUTaMW-
Ha B12 faHHble TKaHW NoA4EPXXMBaAOTCA B HOPMasIbHOM CoCTosiHWM. Monumopduam B reHax FUT2
1 TCNT nprBOANT K NMOHWXXEHWIO YPOBHS COePXaHns BUTaMuHa B12 B KpoBu.
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WNcecnepyembie reHbl + peHoTun

FUT2

TCN1

O6pas XunsHu

Y nauneHTa He 0OHapy>XeH annesb, KOTOPbIA aCCOLMMPOBAH CO CHUXKEHHbIM
YpOBHeM BuTaMmHa B12 B nnasme KpoBW. He BbifABEH reHeTUYecKnii doak-
TOp pYcka BO3HUKHOBEHWA fedommnTa BUTamMmHa B12.

Y naumneHTa He 0BHapy>XeH annesb, KOTOPbIA aCCOLMMPOBAH CO CHUXEHHbBIM
ypoBHeM BUTamMKnHa B12 B nnasme KpoBW. He BbIBNEH reHeTnyeckmii dpak-
TOp pYcKa BO3HUKHOBEHWS fedommnTa BUTamMmHa B12.

CornacHo faHHbIM aHKeTbl y NalMeHTa NpUCyTCTBYHOT DakTopbl prcka BO3-
HUKHOBEHWA fedonuUmTa BUTaMrHa B6.




MeTabonunam ButammHoB | PonmneBas kucnoTa
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®CE

PesynbTaTt

[py faHHOM co4eTaHuu reHoTuna
M aHKETHbIX AaHHbIX Y MauueHTa
CHWXXEH PUCK BO3HUKHOBEHMSA
fedvunTta BUTamMmnHa B9.

donuesas kucnoTa (BUTaMUH B9 ) cryxuT cybeTpaToM Anst CUHTE3a KOOEePMEHTOB, YHaCTBYHOLLINX
B peakuusax nepeHoca OAHOYrNepOHbIX PaAMKANoB Pas3fMyHON CTENEHN OKUCIEHHOCTU: METUSIb-
HbIX, OKCUMETMIIbHbIX, DOPMUIIbHBIX 1 APYTX. STW KOPEPMEHTbI Y4aCTBYHOT B CUHTE3E PasMNYHbIX
BELLECTB: NYPUHOBbLIX HYKNEOTUIOB, NpeBpalleHn UMkndeckoro AM® B obMeHe rauuuHa u ce-
puHa.

depMeHT MeTuneHTeTparngpodonaTpenykTasa, Koaupyemsiii reHom MTHFR, ncnosnbayeT npons-
BOAHble DONMEBOM KUCIOThI B KayecTBe cybcTpaTa. [py HejocTaTke akTUBHOCTU cDepMeHTa B pe-
3ynbTaTe HanMuns NoMMopdr3ma NPOUCXOANT HapyLLeHvie MeTabonnama donMeBon KUCNOTbI.

Wccnepyemble reHbl + heHOTUN

MTHFR

O6pa3s XnsHu

Y naumeHTa He oBHapyXeH annenb, KOTOPbI acCOLMMPOBaH CO CHUXEHNEM
AKTUBHOCTM METUNeHTeTparngpodonaTpeaykTasbl. He BbISBNEH reHeTYe-
CKMit hakTop prcKa BO3HMKHOBEHNA AechmmTa BUTaMmHa B9.

CornacHo faHHbIM aHKeTbI Y NalmeHTa OTCYTCTBYIOT dDaKTOpbl p1UcKa BO3-
HUKHOBEHWA fedonLUmTa BUTaMmHa B9.




MeTabonmam BuTaMmMHOB | ButamMuH A
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PesynbTaTt

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

BuTamuH A — rpynna 6am3Kux no XMMUYeCKOMY CTPOEHUWIO BELLECTB, KOTOPasi BKIIIOYAET PETHHON
1 Apyrve peTuHouabl, obnafatolime CXOAHOW GUONOrMYEeCKoi aKTUBHOCTLIO: AerapopeTUHon,
peTUHamb U PETUHOEBYHO KUCMOTY. BUTAMUH A BbIMOMHAET MHOXECTBO BaxHbIX (DYHKUNIM B opra-
HM3Me HenoBeka — y4acTBYyeT B OKUC/INTESIbHO-BOCCTAHOBUTEJIbHbIX MpoLeccax, Peryndumnm CnuH-
Te3a 6enkoB, CnocobCcTBYET HOPMabHOMY 0OMeHY BeLLeCTB, OYHKLMN KNETOYHbIX 1 CYOKNETOYHbBIX
MeMOpaH, UrpaeT BaxKHyto posib B POPMMPOBaHUM KOCTEN 1 3yGOB, @ TakKe XMPOBbIX OTIOXKEHNI;
HeoBxoauM Ans POCTa HOBbIX KNETOK, 3aMeasisieT MPOLece cTapeHus. Takxe BUTaMUH A ABRSETCS
BaXHENLUMM KOMMOHEHTOM aHTUOKCUAAHTHOW 3alUMTbl OpraHuama, CrnocobCeTByA HelTpan3aumnmn
CcBOBOAHbIX PaAMKanoB, B TOM yucne ¢ A®K, 4To No3BONAET cunTaTh BUTAMUH A achdeKTUBHBIM
aHTWUOKCUAAHTOM.

'eH BCMOT koaupyeT dhepMeHT BeTa-KapoTUHOKCKAA3Y, KOTOPbIN ABASETCA KNtoYeBbIM dhepMeH-
ToM npeobpasoBaHuns 6eTa-KapoTyHa B PeTUHON. AHanW3 aHHOro reHa no3BoNsaeT cAenaThb BbIBOA
O PUCKE CHIXEHWUA YPOBHA BUTaMUHa A.

Uccnepyemble reHbl + peHoTUN

BCMO1

I O6pa3 Xu3Hu

Y naumeHTa He oBHapy>eH asneflb, KOTOPbI acCOLMMPOBaH CO CHUXEHHOM
CKOPOCTbHO MpeBpaLLeHnst MULLEBbIX B-KapOTEHOB B PeTUHANb. He BbiABMEH
reHeTnYeckunii pakTop pucka BO3HUKHOBEHWA AedpmumTa BUTaMUHA A,

CornacHo faHHbIM aHKeTbI Y NMauyeHTa NpucyTCTBYHOT DaKTOPbl pycka BO3-
HUKHOBEHWA AechmumTa BUTaMMHA A.




MeTabonimam ButaMmnHoB | ButamuH C

PesynbTaTt

[Mpy jaHHOM coyveTaHun reHoTuna
W @aHKETHbIX AaHHbIX Y MauueHTa
HECKOJIbKO MOBbILIEH PUCK
BO3HWKHOBEHUSA fedpuumTa
BMTaMmnHa C.

Butamun C (aCKOpGV]HOBaﬂ KVICJ'IOTa) — OAWNH N3 OCHOBHbIX BOLOPACTBOPUMbIX BUTAMWHOB B Ye-
J10BE€4YECKOM paumoHe, HeOGXO,ElVIMbIl;I An4a HopMaJsibHOro beHKLlI/IOHVIDOBaHVIF! COeAVHUTENbHON
1 KOCTHOW TKaHW. ButaMuH C, ABASSICH CUNbHBIM BOCCTAHOBUTENEM, nrpaet posib KOdJaKTOpa B pe-
aAKUNAX OKUCNNTENBHOTO T’MAOPOKCUITMPOBAHUA, YTO HeobXx04MMO 7151 OKUCNEHNSI aMUHOKMCIIOT npo-
JIMHa U NIM3MHa B Npolecce HeokoJlareHe3a B OKCUMPOJINH U OKCUITU3UH. ﬂOSTOMy npun HegocTaTke
BUTamMunHa C TKaHu, cofepxalwune KomareH, CTaHOBATCA HEMPOYHbIMW, TEPAKOT YNPYrocTb, B Nep-
BYIO OYepefb, HapyLlaeTcs CTPYKTypa CTEHOK COCYOB, MOBbILLAETCH MX MPOHULAEMOCTb. Takxe
BUTaMuH C oKa3bIBaeT BAVAHWE Ha CUHTE3 pAda FOPMOHOB, PerynmpyeT NpoLecchbl KpOBETBOPEHWS,
perynupyet o6MeH BeLLecTB U BbIBOAUT TOKCUHbI, y4aCTBYET B MeNlaHOreHese.

3a KoHUeHTpauuto BuTaMuHa C oTBeyaeT reH SLC23AT, OH KoavpyeT 6enok, KOTOPbI KOHTPOANPY-
€T BcacbIBaHWe BuTaMunHa C v ero nepepacnpefesieHve B opraHax v TkaHax. HekoTopble nofmmop-
hV3MbI 3TOrO reHa NPUBOAAT K CHUXKEHUIO KOHLEHTPaLmn BUTamMmHa C B KPOBU.
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Wccnepyemble reHbl + deHOTUN

| sLc23at

O6pa3s XunsHu

Y naumeHTa 06Hapy>eH annesb, aCCOLMUPOBAHHbBIV CO CHUXEHHBIM YPOBHEM
BuTamumHa C. MyTauma B reHe SLC23AT, KOTopbI KoaMpyeT 6enok-nepeHo-
CUMK BUTaMUHa C, NPUBOAUT K CHUXEHWIO CReLndUYHOCTH Benka, YTo Npu-
BOAMT K CHUXKEHWIO 3hheKTUBHOCTM TpaHecnopTa BUTamuHa C B KNeTKy.

CorfnacHo JaHHbIM aHKeTbl Y NauyeHTa OTCYTCTBYHOT dhakTopbl prcka BO3-
HUKHOBEHMA aedomumTa BUTaMuMHa C.




MeTabonmam ButaMmumHoB | ButamuH E

PesynbTaTt

I'Ip|/| AAHHOM coYeTaHnKn reHoTuna
N aHKETHbIX aHHbIX y NauneHTa
HECKOJ1bKO NoBbILWEH PUCK
BO3HWKHOBEHWS NOBbILLIEHHON
KOHUEHTpaunn BuTaMnUHa E.

BuTaMuH E (Tokodpepon) — XM1popacTBOPUMbI BUTaMUH, SBNAHOWMIACS BAXKHBIM @HTUOKCUAAHTOM.
OCHOBHOE fle/iCTBME 9TOT BUTaMWH OKasblBaeT B MNUAHOM B1cioe MeMBpaH KNeToK, NpensTcTBys
NX paspyLLEeHNto, YTO CMOCOBCTBYET COXPaHEHWIO B3anMO4eNCTBUA MHTepDEPOHa C KNETOUYHbIMM
peLienTopamu, a Takxe HopManuayeT paboTy OyHKLMOHANBHO akTBHbIX 6EIKOB KNETOYHOM CTeH-
KW, BOCCTaHaBnMBasi paboTy opraHnamMa Ha MomneKynsapHOM ypoBHe. Takxe BUTamuH E cnoco6eTBy-
eT YCBOEHWIO peTuHOMa 1 ackopOMHOBOM KMCOTbI, 3alUnilas ux oT okucheHus. MNonmmopdunam
B MeXreHHol 061acTv accoUmmpoBaH C NMoBbIleHHbIM YPOBHEM BUTaMuMHa E B KpOBY.
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Wccnepyemble reHbl + deHOTUN

I Intergenic

| APOAS

O6pas XnsHu

Y naumeHTa oBHapyKeH annesb, KOTOPbIi accoLmnMpoBaH ¢ 6oree BbICOKUM
YPOBHEM BUTaMMHa E B Mnasme Kposu. CHUXEH PUCK BO3HUKHOBEHNS Aedou-
UMTa BUTaMuMHa E B KpoBw.

Y nauneHTa O6Hapy)KEH annenb, KOTOprVI accounmpoBaH C MoOBbIWLIEHHBIM
YPOBHEM TpUrnmuepnaoB B KPOBU U MOBbILLEHHLIM YPDOBHEM BUTaMNHa EB
rnnasme KpoBu.

CornacHo faHHbIM aHKeTbl Y MauyeHTa OTCYTCTBYHOT akTopbl prcka BO3-
HUKHOBEHWA AedbmUmMTa BUTaMMHa E.



MeTabonnsm sButammnHoB | OMera-3 n omera-6

PesynbTaTt

I'IpM AAHHOM coYyeTaHUn reHoTuna
N aHKETHbIX aHHbIX y NauneHTa
noBbllWEeH PUCK BOSHUKHOBEHUA
p,ed)I/ILLI/ITa NoJINHeHacCbILWEeHHbIX
XXUPHbIX KUCNOT.

MonvHeHachIWeHHble XNPHbIE KMCNOTbI omera-3 (J'IVIHOJ'IeHOBaF! KVICJ'IOTa) 1 omera-6 (J'IVIHOJ'IeBaﬂ
KVICJ'IOTa) He VMEeOT BO3MOXHOCTU CUHTE3NPOBATHCA OPraH3MoM, NMOSTOMY Ha3bIBatOTCA HE3amMe-
HUMbIMW NN 3CCeHUMaNbHBbIMK, N LOSHKHbBI MOCTYNaTb B OPraHM3M 13 NpoAayKTOB MUTaHUA.

Omera-3 1 omera-6 y4acTByrOT BO MHOMVX OU3MONOrMYecKnx oyHKLMAX OpraHuama. diikosaneHTa-
eHoBas kvcnoTa (OrK) 1 gekosarekcaeHosas kucnota (AK), Bxogsalimne B cocTas omMera-3, 3aLin-
LUatoT OT pa3pyLUeHns KosnareH, y4acTByOT B 06pa3oBaHumn NpocTarnaHAMHOB — BaXHbIX NPOTH-
BOBOCMaNUTeNbHbIX areHTOB, ABMSAIOLLINXCS YaCTbtO KNETOYHbIX MeMBpaH. Takxe omera-3 sisnsercs
aHTUOKCWAGHTOM U He MO3BONISET aKTUBHbIM DOPMamM KMCNopoaa paspyaTe MemopaHb! KNeTok
KOXMW. KNCNOTbI, BXOAALWME B COCTaB OMera-6, 0TBeyatoT 3a NofAep>aHue LeNIOCTHOCTU KNEeTOYHbIX
MemOpaH, NOTeHUMPYOT CUHTE3 FOPMOHOMOLOBHbIX BELLECTB, CHUXKAIOT NCUXO-OMOLIMOHaNbHOE Ha-
NpsbKeHne, yayywaroT dyHKLMOHaNbHOe COCTOSIHNE [epMbl.

PaccMaTpuBaemMblit HamMu reH KogupyeT hepMeHT, PerynMpytoLnii HaChILEHHOCTb XUPHBIX KUC-
1oT: hepMeHT AecaTypasa NpeobpasyeT HacbILLEHHbIE XMPHbIE KUCNOTbI B HEHACbIWeHHbIe. OTOT
npouecc KpaiHe BaxeH Ana 06pa30BaHus NUNUGHOIO CRos B Koxe. MonMMopdrambl B reHe no-
BbILLAIOT PUCK Pa3BUTUS, HANpUMep, onpefenieHHbIX TUMNOB paka, BOCNanmTeNbHbIX 3a6oneBaHui,
HapyLueHns MeTaGonmama.
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Wccnepyemble reHbl + deHOTUN

| FADs1

I 06pas XusHu

Y naumeHTa oBHapy>eH asnesnb, KOTOPbI acCOLMMPOBAH CO CHUXKEHHbIM
YPOBHEM Pas/vyHbIX MONMHEHACBILEHHbBIX XMPHbIX KMCNOT. BbifgBneH dak-
TOP pUCKa CHUXEHNS YPOBHS NONMHEHACHILLEHHbBIX XXMPHbIX KUCOT B Miasme
KPOBW.

CornacHo faHHbIM aHKeTbI Yy nauyneHTa npucyTCcTByrOT CbaKTOpr pPUCKa BO3-
HWKHOBEHUA J:led)l/lLlI/ITa NOJIMHEHACBILLEHHbIX XUPHbBIX KNCOT.




MeTtabonmam ButammHoB | PekomeHpauum

ButamunH B6

|-|pI/I AaHHOM cOoYeTaHUW reHoTuna U aHKeTHbIX
LaHHbIX y nauyneHTa HeCKOJIbKO NOBbILWEH PUCK
HapylwleHua mMeTabonnama BuTamMuHa B6.

®onueas kucnota (B9)

Mpu jaHHOM coyeTaHUK reHoTuna u
QHKETHbIX JaHHbIX Y MaLUMeHTa CHUXEH pUCK
BO3HWKHOBeHUs Aeduumuta BUTaMuHa B9.

ButamuH B12

Mpy aHHOM COYeTaHnu reHoTUna u
aHKETHbIX JaHHbIX Y MaLueHTa CHUXKEH PUCK
BO3HWKHOBeHUs feduumnTa BUTaMuHa B12.

ButamuH A

Mpu faHHOM COYeTaHUM reHoTuMa N aHKeTHbIX
[laHHbIX Y NaLyeHTa CHUXEH PUCK CHUXKeHUA
YPOBHS NpOBUTaMUHa A.

ButamuH C

[pu AaHHOM COYeTaHWUM reHoTUNa U aHKETHbIX
[aHHbIX y MauueHTa HECKObKO MOBbILEH PUCK
BO3HUKHOBeHUs Aeduumnta ButamuHa C.

ButamuH E

Mpu faHHOM COYETaHMM FeHOTUMA U @aHKETHbIX
[aHHbIX y NaLMeHTa HECKOJIbKO MOBbILIEH PUCK
BO3HUKHOBEHMSI MOBbILLIEHHOW KOHLEHTpaLum
BuTamuHa E.

Omera-3 n omera-6

Mpu AaHHOM coYeTaHun reHoTuna u
aHKETHbIX AaHHbIX Y NaumeHTa NnoBblleH
PUCK BO3HUKHOBEHUs feduuuta
MOJIMHEHACBILEHHBIX XXUPHbIX KUCOT.
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PekomeHpauunu no npuemy bAlos

(YA
“1=| Y UBMEHEHUIO NUTaHUS

o pesynbTaTy UCCnefoBaHKsa 0BHapYXXeHbI MyTaLuW, aCCOLMMPOBAHHbBIE C HEKOTOPbIMU HapyLLIEHWUSIMU BUTAMUHHOIO 6a-

JlaHCa B OpraHuame.

MauneHTy pekoMeHayeTCs CAaTh aHanms KPOBK Ha onpefeneHne BuTaMuH A. PekoMmeHfoBaHHasd CyToqHas 4o3a BUTaMuHa
A ans 6onblLIMHCTBA B3pOC/ibIx cocTaBnseT oT 700 go 900 mkr.HapyLieHve meTabonnamMa A NoBbILLAET pUCKM OcnabneHns
MMMYHUTETA, KCEPO30B, r’MNepKepaTo3a, MPefpacnoNioOXeHHOCTb K ayTOUMMYHHbIM 3a601eBaHMAM KOXK. [pynna pucka no
annoneumm, UXTUOo3Y, OHUXOMNaTUSAM.

MalneHTy peKoMeHOYeTCs CaTb aHanmsa KPOBYW Ha ornpefenerHne BuTammHa B6. PekoMmeHfoBaHHaa CyTouYHas [O3a BUTaM1Ha
B6 ona 6onbLUMHCTBA B3POC/bIX cOCTaBnseT oT 1,3 Ao 1, 7 MKr. BuTaMuH B6 crHTe3mpyeTcst B OpraHname KULLEYHOM MUKPO-
dhopoit, No3TOMy NpreM aHTUBMOTUKOB Ha (hOHe OrpaHNYNTENBHOM ANETbI ABASETCA (DaKTOPOM pUcka gecpmumTa BUTaMmnHa
B6. HapyLueHvie meTabonmama BuTamMmnHa B6 B opraHvname oTpaxaeTcs Ha (PYHKLMOHANbHOM aKTUBHOCTM UIMMYHHOW CUCTEMBbI.
Koxa nokasblBaeT rmneppeakTVBHOCTb, CKIIOHHOCTb MaCTO3HOCTM M3-3a HapyLueHnax B paboTte K-Na Hacoca. MNpegpacnosno-
XKEHHOCTb K CyxoW cebopee, rnoccuTam, XenmTam, akHe, annoneumnm. CHUXKEHHas CKOPOCTb pereHepaLm KOXHbIX MOKPOBOB.

MauneHTy peKoMeHAyeTCsi chaTb aHanM3 KpOBWM Ha onpefeneHve ButamuHa BY. PekoMeHfyemblid ypoBeHb Mo-
TpebneHns ONMEBON KMCNOTbl ANna  GonblUMHCTBA B3pOChbiX Jtodelr 400 MKr B CyTKW. HapylueHue MeTa-
6onmaMa B9 MoBbILAET PUCKM  CHWXKEHUSt UMMYyHHOro cTaTyca. CylecTBYeT OnacHOCTb HapyLeHWs peosio-
MU KPOBW, AHEMUYECKUA COCTOSHMIA. CO CTOPOHbI KOXW €CTb OMNacHOCTb YCUMEHUSI MUIMEHTaLMW, CHUXEHHbIX
TEMIMOB 3aXKMBIIEHMS, CKIIOHHOCTb K 06pa30BaHmnio pyOLI0BO TKaHW, MPeapacrnooXeHHOCTb K akHeE(OPMHbIM [EPMATO3aM.

MauneHTy pekoMeHayeTCa caaTb aHaan3 KpoBW Ha onpegeneHmne ButammHa B12. Cumntombl gedonumTa BuTammHa B12 pas-
JIMYHBI, HO MOTYT BKJTKO4YaTb YTOMASIEMOCTb, CNaboCTb, B3AYTHUE XMBOTA, OHEMEHWE NN OLLIYLLIEHNE MOKaNblBaHUS B KOHEYHO-
cTax. PekoMeHAoBaHHas CyToYHasa fo3a BUTaMuHa B12 ana B3pocbIx coCcTaBAseT 2, 4 MKr. HapylieHve metabonnama B12
NoBbILIAeT PUCKM KNETOYHOWN AereHepaunn, MHBOKOLMM BEPXYLLKM COCYAUCTOro AepeBa, HapyLleHnst OBMeHHbIX MPOLeccoB
BO BCEX CTPYKTYypax KOXw, MPeapacrnoNoXeHHOCTb K BakTepranbHbIM MHAEKLMAM, rpynna pyUcka no ryunepmMenaHo3am, nco-
prasy, ak3eme, aTonuu, BOCNanuTeNbHbIM AepMaTo3am, fereHepaunm CinsncTbix 0600YeK.

MlccnenoBaHus, Ha KOTOPble Mbl  CCbIaeMCs, OBHapyXUIM accounauuio Mexay YPOBHeM cofepXaHus BuTamu-
Ha C B opraHuame 1 onpefefieHHbIMU FeHOTUNaMK; 9TO O3HAYaeT, YTO BO3MOXHbI HapylleHWUs BUTAaMWHHOrO GanaH-
ca B opraHuame. PekOoMeHOOBaHHasi cyTouHas gosa ButamuHa C Ons GonblUMHCTBa B3pOChbIX cocTaBnseT 100 mr.
HapylweHne meTabonuama C MOBbIWAET PUCKM paHHEro npouecca cTapeHus uBpuaaapHOro MaTpuKca KOXW, aH-
rmonaTusl, MPOsSIBNEHWA aKTUBHOW nurMeHTaumu. [pynna pucka Mo paHHei rpaBuMTauuyM, aHruonatusiM, posauea.
Y nauMeHTa  oOHapyXeH  annenb,  KOTOpPbIM  accouMvMpoBaH  C  HapylleHWem  nepegayn  BUTaMU-
Ha E B TKaHM W MOBbILWEHHBIM YPOBHEM BUTamMMHa E B nna3me KpoBWM. B CBA3M C STUM He pekoMeHAayeT-
CA  [OOMONMHUTENbHbIA MpuemM BUTamMmMHA E, NOCKOMbKy 3TO npuBefdeT K elle OofbleMy MOBbIWEHWO  YPOB-
HA BuMTaMuHa E B KpOBW, HO He B TKaHAX. BbiABMeH akTop pucka OKCUMAATMBHOMO CTpecca W [MKMPOBaHUS.
OBHapyxeHa MyTauus, accouMMpOoBaHHaa C  HapylleHreM MeTabonmMaMa  HeHacbIWeHHbIX  XXUPHbBIX  KWCMOT.
OThenbHO OTMETUM, YTO MOSb3a PbIBbero Xupa ana oOMeHa BELECTB NPOSBSETCH UCKIOUNTENBHO TOraa, Korda Bbl Mo-
KpblBaeTe CyLeCTBYOLWMI B OpraHn3amMe fedouumT. B ciyyae oTCyTCTBUA MM XPOHWUYECKOro HefocTaTka Omera-3 B paLuoHe
CHWXXaeTCs UMMYHUTET, HapyLwatoTcsi 0OMeHHbIe MPOLECChI, MOBbLILIAETCA PUCK PA3BUTUS BOCMANEHNIA..
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Mcopnas SLC23A1 GPX1 TNFa
Xpé)HquCKoe HeuHpeKUMOoHHOoe

3abos1eBaHNe KOXW, XapaKTepusy-

rouleecs nosasBneHNeEM I'Fl)CongTMxe- FLG CAT IL6

CKUX 6nsiwek. MNcopras oTHOCUTCS
K 3a60s1eBaHUsIM, He 3aBUCSILLUM

OT nona v Bo3pacTa, UM CTpajaeT AQP3 NQO1 L4

oT 2 0o 4 % HaceneHus 3emMnu.

3abosieBaHMe MOXET NMPOABUTLCA

B M1060M BO3pACTe. FADST FUT2 IL13
SoD1 MTHFR IL6R
SoD2 BCMO1

Jk3ema SLC23A1 HAS1 IL6

OCTpOE MAIN XPOHUYECKOE peLy-

pytoLLiee 3a60neBaHME KOXMU,
Yapatrepnsyioneecs socnaneunen | ALPL FUT2 IL4

1 NOABNEHNEM MHOTOYMCIIEHHbIX
nanysn, HanoMMUHaLWKX My3bIpbKK

Kunswen Bofbl. Ik3eMa — pac- I
npocTpaHeHHoe 3a6onieBaHue, No
CTaTUCTMKe, B MUpEe UM CTpagaeT

110 10 % HaceneHus, B OCHOBHOM — AQP3 BCMO1 IL6R

KEeHLWMHbI 25-45 neT.

FLG | MTHFR IL13

FADS1 TNFa




Ho3onorunu

Henpogepmut/
ATONUYECKMIA ALPL GPX1 TNFa
aepmatur
FLG CAT IL6
XpoHuyeckoe sK3emaTosHoe
BOCMasieHne KOXHbIX NOKPOBOB asl-
NEepruyeckomn Npupoabl € YacTbiMU AQP3 NQO1 IL4
060CTPEHUSAMU, OCOBEHHO B XONOA-
Hoe BpeMs rofa. [laHHoe 3abonesa-
e v, [Fapst FUT2 IL13
XapakTepusyeTcs BbiCbINaHUAMU
M CUNIbHBIM 3Y0M KOXMU. SoD1 MTHER IL6R
SOD2 BCMO1
YrpeBas 60ne3Hb
= ALPL MMP3 IL4
Ha XXUPHOU KOXe
XpoHuyeckoe BocnanuTesibHoe FLG TIMP1 ILT13
3a60/1eBaHe CallbHbIX Xesles,
BO3HMKalollee B pe3ynibTaTe
e oncrars o AQP3 FUT2 IL6R
FADS1 MTHFR IRF4
HAS1 BCMO1 MC1R
COL1A1 TNFa TYR
| MMP1 IL6 Intergenic
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AkHe

ALPL BCMO1 IRF4
3penoro Bo3pacTa
Ha CyXxom Koxe

FLG TNFa MC1R
YacTbIMy TpUrrepamu CyxocTu 1
akHe 6bIBaeT xonogHas noroga
1 HU3Kas BJIAXXHOCTb K/iMMara. AQP3 IL6 TYR
[pyrvmMu npuynHaMu gepMaTonorv
Ha3blBalOT reHeTHKY, cTapeHune

3 6 , N

Hanphmep, Takue ok saboneanus | _FADST IL4 Intergenic
LUMTOBUAHOW Xene3bl U CHUXEHNE
UMMYHUTETA.

FUT2 IL13

MTHFR IL6R
MepuopanbHbIN

ALPL FADS1 L4
AepMatuT |
PaspgpaxeHwue v nocnegytoliee FLG TNFa 1IL13
BOCManeHue KoXxu B pamkax
obnactu nogbopoaka u Bosne pra.

AQP3 IL6 IL6R
Xennut ALPL TNFa IL6R
3aboneBaHue ry6, nposiBnsitoLLeecs

obnefHeHnKn, obpasosa

TPOLLMH M APKOKPACHOR KAAMBI FLG IL6 SLC23A1
B 06/1aCTU UX CMbIKaHMS.

AQP3 IL4 BCMO1

FADS1 IL13




Ho3onorunu

KoHTaKTHbIN
FLG MTHFR IL4
AepMaTuT I
BocnaneHue Koxu, BO3HUKaloLee AQP3 BCMO1 IL13
KaK peaKuuna Ha HenocpenCTBEH-
HbI KOHTaKT C pasapaxkutenem.
FADS1 TNFa IL6R
FUT2 IL6
OTArow,eHHbIN
KOCMETOJIOrM4YeCcKu FLG TIMPT IL13
aHaMHe3
AQP3 FUT2 IL6R
fiBNeHne MHOXeCTBEHHOW NaTono-
MK Unn 6onesHen Yy nauuneHTa.
FADS1 MTHFR IRF4
ELN BCMO1 MC1R
COL1A1 TNFa TYR
MMP1 IL6 Intergenic
MMP3 | 1L4 APOAS5

78|79  TllepcoHasibHbI FeHETUYECKUI OTYET %

Kcepos SLC23A1 HAST IRF4

CUMMTOM, XapaKTepusyroLnics

CWNbHOIN CYXOCTbHO, LLIEPOXOBATO-

CTbtO KO)KV)I,VI B HeKOTOFerbIX cnyyasx FLG FUT2 I MCIR |

noAaBJsieHNEM OprGEBMAHbIX vewy-
eK, n O6yCﬂOBJ’IeHHbIl7I CHUXEeHNeM

CeKpeLu CasbHbIX 11 MOTOBbIX e- AQP3 MTHFR TYR

nes, HapyweHnemM rugpomMnuagHoro

6anaHca, HefJoCTaTKOM B POrOBOM

CNoe KOXU aMUHOKMCIIOT. FADS1 BCMO1

XpoHocTapeHue

KOXMU FLG COL1A1 MC1R
YBsifjaH e KOXHOro NoKpoBa, AQP3 MMP1 TYR

CBA3aHHOE C BO3PaCcTHbIMU 13Me-
HEHUAMMU, COMPOBOXAatoLLEeCs

CYXOCTbI0, OTEYHOCTbIO, MOSB/e- ;
HUEM MeNKUX MOPLUNH. FADS1 MMP3 Intergenic

ELN TIMP1 APOAS5
HAS1 IRF4

Butunuro SODT GPX1 | NQO1 |

HapylueHve nurmeHTaumm,

BblpaXkatoLieecqa B MICHE3HOBEHUN SOD2 CAT MTHFR

NMUrMeHTa MenaHuHa Ha OTAeNIbHbIX

ydacTKax KOXu.



Ho3onorunu

doToepmaTO3bI ALPL COL1A1 IL13
Mpynna 3a6oneBaHmﬁ,uxapaKTepmay-
e oo, | FUT2 MMP1 IL6R
WU3Ny4eHUto, pa3BUTUEM NUrMeHTa-
i TpOG KON SoD1 MMP3 IRF4
SOD2 TIMP1 MC1R
GPX1 TNFa TYR
CAT IL6 MTHFR
I NQO1 IL4 Intergenic
'MnepmenaHo3bl FUT?2 AQP3 L4
TMnepnurMeHTaums, ogHa u3
y )
joveonse oo s0p) FUT? 113
ycvmeHmeM OKpacCKu KOXu nog
BO3/elCTBUEM pa3HOO6pa3HbIX
He6naronpuUATHbIX GaKTOpOB. SOD2 MTHFR IL6R
GPX1 BCMO1 IRF4
CAT TNFa MC1R
| NQOT IL6 TYR
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HapyweHue
ELN FUT2 IL6R
obmMeHa
yrnesopnos
HAS1 MTHFR IRF4
YrneBofHbIVi 06MeH OTBeYaeT 3a
DASSEEIYS  cotim BCmoT (w1 |
06pa3oBaHeM NPOMEXYTOUHBIX
1 KOHEYHbIX MPOAYKTOB, a TakxXe
HOBOOGpa3oBaHNe U3 CoeAVHEHUHN, MMP1 TNFa TYR
He ABNSAOLWMXCS YrineBofamu, Uim
npeBpaLleHne NPoCTbIX YreBoL0B
6 .0 :
LRSI ST MMPS [ | [intergenic |
reTuyeckon GyHKLUmen.
TIMPT | 1L4 || APOAS
AQP3 IL13
AnuTenbHble ALPL MMP1 IL6
BOoCMnaJuTesibHble
npouecchbl
SoD1 MMP3 | L4 |
MoBbileHHas  YyBCTBUTENbHOCTb
KOXM 4acTo 06yCroB/eHa Hapylue-
HMEM LiesIoCTHOCTU POroBoOro cos SOD2 TIMP1 IL13
anuaepMuca U, Kak CriecTBue, CHI-
XXEHNEeM ero 6apbepHon yHKUMU.
H 6na-
roerllj' pOMC;ﬁI : Il:(HBaHﬂeLiaHLI:I-L)l(/I ;23?;&3 ﬁH;Bnmaﬂ GPX1 AQP3 IL6R
BefeT K 6ecnpensTCTBEHHOMY Mpo-
HUKHOBEHWIO B KOXY PasfinyHbIX "
BHELLHUX pa3apaXxuTeneil. CAT FUT2 Intergenic
| NQO1 | MTHFR APOA5
HAS1 BCMO1

COL1A1 TNFa




Ho3onorunu

Po3zauea
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TNFa IL6R MTHFR
XpOoHUYEeCKoe peunamnsupytoLLee
6 X - .
f T Fin ntergeric
pacwmpeHmemMm MeJIKUX n noBepx-
HOCTHbIX COCYyA0OB KOXXW nuua,
o6pa3oBaHneM nanysn, IL4 COL1A1 APOA5
NyCTYs 1 OTEKOM.
IL13 ALPL
Kynepos ELN TIMP1 IL6R
3a6oneBaHue, BbI3BaHHOE HapyLue-
wowmoowpoTmess | CoL1AT TNFa itergenic
pacwmpeHunsa U IOMKOCTU MENKKUX
cocynos quCTBMTeﬂbHOVI KOXXW.
HAS1 IL6 APOA5
MMP1 | 1L4
MMP3 IL13
Nwemnyeckoe ELN
CTapeHue
YBAfaHNe KOXHOro Nokpoea, coL1A1

CBSAI3aHHOE CO CHUXKEHME Kpo-
BOCHaGXeHNSA, 06yCOBNEHHOE
coCyanCTbIM (hakToOpoM.

HAS1

dputema

ELN TIMP1 IL13
AHOManbHoe NOoKpacHeHue oTAeNb-
ST e CoLIAY TNFa IL6R
K KannnnapHbiM coCyfam.
MMP1 IL6 Intergenic
MMP3 IL4
JinmdpocTas ELN MMP1 APOA5
3abonesaHue — IUMpaTUUECKnit
Csmeons e, COLIAY MMP3
N OTTOKOM J'IMMCbbL
HAS1 TIMP1
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