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c 766 6 6 C C 66 6 CC 66T 6T T 6 66 C C G 6 C C
c T TGGOCOCGGT CGCGTGTTG CTTZGCGGC C
CcCACTTGOGG G T ((_3/_\@) G ¢ G666 T TTOCCT @}@)
CO Ae p )‘K a H M e G ACGATZ CGATT T CT CT CT CGCGTT CTCGSGTCTG
A T@EGE{)cceacceacceate@®E{ec c 00|01 TepcoHanbHbIN FEHETUYECKMNIA OTYET 9
G T T C T GG OC T G G @@ G G T GG T CTG G
cC G A T G AT T G A T T G A T T G T T € T G A T
c GG G6GT GCOCTGOCCTSGC CCTGGC CTGG T G
c GGG T TGOCTTGEOCTTGECCTTOCAATTGC
02  KaK nonb3oBaTbCs OTHETOM Homep o6pasua
G T T A CTGCATZCTTCTCG G G%T cC ACTC BGT0050007
C GAACCGATCTCGATCTCGA AT CTCTGATCTCG 04 PesynbTaTbl MCCNEA0BAHNA
. | ceacGGeCccCce6cCcceT T T G6CTCG66CC 08  OkcwaaTVBHbIN CTPECC [ata npoeefieHna UCCneq0BaHNA
O3ApaBnaem: G ¢ T TTGGTT GG G C TG GT GATTG AT
10 BocnaneHune 28.05.2022
MNepen Bamu pesynbTaTbl 6a30BOrO reHETUYECKOro TecTa «TpUXomorvis», B T T GGATOCGATTCT CTCGCTCGTT CGCGGATT
KOTOPOM Mbl aHanM3MpyeM reHbl, OTBeYatoLLve 3a 3[40POBbE BOSIOC W KOXM 12 Mertabonmsm BuTamuHoB: B9, B12
- c 166 accoc ac c(s) C G ATGATTG A Tlata cocTasneHns oryeta
ronoBbl. VIcxoAsa U3 AaHHbIX, 3anoxkeHHbIx B BaLlelt IHK, Bpay cMoxeT nofobpaTtb 14 MeTabonmsM BuTamMmHos: C. D
na Bac MHAMBMAyabHyO MporpamMMy yxoAa, a Takke Havnbonee apdeKTvBHble ¢cTTCTGG G CTSGGGTGG G TG G C TG G T - 02.06.2022
MEepbI NleYeHVst BONOC U MPOMUIaKTUKKL KX BbinafeHus. Cnegys FVI‘—IHOMy nnany, A CCGACTCGTGATTGATTGATTGT T 16 AHﬂporeHequeCKag anoreuymsa, akHe
COCTaBMIEHHOMY Ha OCHOBE BaLLMX MeHETUYECKMX OCOBEHHOCTeN, Bbl cMoxeTe
COXPaHWUTb ryCTble, CUSIbHbIE 1 30POBbIE BOMIOCHI Ha JONMNE rofp!. T T G @@ G A TGOCCTSGCCTSGCTCTGCT MeTop nccnepoBaHus
[laHHbIit TECT, @ TakXKe ero MHTeprpeTaLys, pa3paéoTaHbl COTpyaHKamu Basis rTeeTTGEET T GECTTGECT T GECTTCA meTopa MUP
Genomic Group (000 «basnc [€EHOMWK») COBMECTHO C  COTPYyAHUKAMMU G ATCGATT CATZCTT CATZCTT CTCSGG G @@ T
JlabopaTopun  NEPCOHaM3MPOBaHHOM  MeAULMHbI, a Takke VHCTUTyTOM
. 9 ' c T GG C T G GACOCGATCTCGATCTCGATCTCT Bepcus otueta
XVMMmdeckoit Gronorun u dyHaameHTansHon MegnunHel CO PAH. Mbl cozpanm P
cucTeMy  0OpaboTKM M MHTEPrpeTaLMn  pesy/bTaToB  MeHeTUYecKoro G G CCGGCCGGCCGGT CGCGTGT TG CT v2.03
VCCNE/I0BAHNS Ha OCHOBE Ony6AVKOBAHHBIX  MEXAYHAPOAHbIX  KAMHUYECKIX 6 6 c c 6 6 cc T T G666 1T Te 66 coe 6 T T 1T ¢
MCMbITaHWA B 0611aCTU FeHETUKM, FeHOMVIKI, TPUXOMOMWW, AePMaTONorn U Apyrinx
HayK. T T G G T (@/\@ G AT CGATTCTCTCTCTCGTCC
G A TCGATTCGATCTCTGATC C @@ cC G AT G
O6palllaem Balle BHMMaHWe, YTO MpvBefeHHble B OTYETe pPeKoMeHdaLwu Mno 6 c c c 6 AccecT6ecToocortescaerT oo
KOppeKLM  obpa3a  >KWM3HM B COOTBETCTBMM  C  FEHETUYECKUMM
NPeAPacroNOXEHHOCTAMM  HOCAT — PEKOMEHZATENbHbIA  XapakTep. Mol c T GGCTGGGT GATTGATTGATTG T T
HacTanBaeM Ha o693aTeﬂbH9m KOHCYIbTaLWM C BpayoM Mo pesysibTatam c 6 6 AT c 6 AT 6cctToececTocecoTosoocr
TECTUPOBAHWS, TaK Kak BaXXHOM COCTaBMAIOLLEN ABNSETCA HEe TOMbKO CaM OTYET,
HO W MHAMBMAYanbHas NporpaMma NPOMUNaKTUKI 1 IeHeHns, NoAo6paTh KOTOPYHO c GG G6GACCGATTGT CTTSGC CTTGT CTTCA
Ha OCHOBE HaLLWX PEKOMEHAALIMA MOXET TOMbKO BPaY-TPUXO/T 6 c c T 6 G C T A cCTOCAGCTO COCOGOGSGARATCT
T TTGATTGAT CT CGATCTCGATCTCGATCTCT
Ecnny Bac BO3HUKHYT BOMPOCHI OTHOCWTESNIbHO Pe3y/bTaToB UK MHTEPNpeTaLmm
[laHHOrO TeCTa, Bbl BCerga MOXeTe MPOKOHCYIbTUPOBATBCH Y HaLLMX c T T G C cC T @(@ G AT TGATTGATTGC
Ccreu1anicTos B 06/1aCTU reHeTUKY, OCTaBMB 3aMnpoc rpynne NOAASPXKKM Ha caiTe c T T T 6 c T 1T 1T 1T6 61T T 66 6 cce 6 T T ac
basisgg.ru, B Ballem nuyHom KabuHeTe nnm no TenedoHy 8 800 555 93 42
C AACTCACGATT CGA AT C % G G A T C
/ c T TGOCCTGG GO CGCGGT CTCGTGT TG G C
C yBaxKeH1em, cTTTG CTTS GG CTCGGT CTCGTGTTGTCT
[npeKTop no pa3suTuo —
Akcetosa s BUKTOpOBHa C AACTOCACTTGG T @@ G C G G T T T C
G AACCGACGATTZ CGATTCT CTCGCTCGTCC
A @X@ G A T @@) C C G A CCGACTCGATG
G T TTGGTTOCTGG G CTG G @@ G G T G G
cC GGATCGATSGATTSGATTGATTGTT
c G GGCCGGT GCCTGCCCTGCCTG G T
cC G GGCCGGGTTGCTTGOCTTGCT T CA
G T TTGGTTACTTCATCTTCTCGG G % T
C G GATOCGAATCT CGAT CTCGATCTCGATCTCT
c @@ cC cCGAGGOCOCGGT CTCGTGTTGTCT
G ccTGGCTTTGGT TG GCTGG TG AT
T T GATTGGATTCGATTCT CTCGCTCGTCC
c T TGOCCTGGAGCTCGATC C @@ c 6 AT G
cTTTGOCTTO CTG GG CTGGGTGGG T G A
C A A CTT CATCTGATTGATT GAT TG AT



Kak nonb3oBaTbCAa OTYETOM

[ aHHbIN OTYET COEPXXUT A BE OCHOBHbIE YacTH

PeSyﬂbTaTbI FeHeTn4eCcKoro TecTa, CO6p8HHbIe B O,ElHOl7] Taénmue, C yKasaHnem JaHHbIX O reHOTUre no Ka>Xaomy 13
ncenedyeMbiX reHETU4YeCcKMx MapKepoB.

[eTanbHas VHTepNpeTauys noKasaTesen no KaX<aok rpynne reHo.. ViHTepnpeTaumuy Coaep<aT nosHble OnmncaHms
(GYHKLUMI reHOB B paspese paccMaTprBaeMOoi KaTeropuu, a npy Haamyum pUCKoB — Noapo6Hble pekoMeHaaLmum no
JanbHewLIen NporpaMmMe NpoMUNaKTUKM UK KOPpeKLMn NaTonormn.

YpoBHU pucka

YTOOGbI MOMOYb BaM  pasobpaTbCs B pesysbTarax
reHeTWYecKoro TecTWPOBaHWS, AN OLUEHKM PUCKOB U

COOTBETCTBYIOLIMX — PEKOMeHAaUWA  Mbl  UCMONb3yeM LiseToBoit Mapkep
> “ OTpaatoLLuit
rpa,qauwo n3 I'ISlTI/I YPOBHEW, KaXAbIN N3 KOTOPbIX UMEET YPOBEHb pHcKa
CBOM LIBETOBOM  MapkKep. O6paTI/ITe BHMMaHWe, 4TO
NONMMMOP(V3Mbl B HEKOTOPbIX FreHax MOryT OAHOBPEMEHHO I AQP3 I
accoummpoBaTbCA U C PUCKOM HexXenaTesibHOro Sd)CDeKTa,
N C MNPOTEKTVBHLIM ,ElelZCTBVIEM, B 3aBUCKMOCTWU OT
paCCManVIBaeMOVI KaTeropun. l'eH/rpynna reHos,
theHoTun
Y nauueHTa Y nauueHTa Y nauyueHTa CHWxKeH
3HAYUTENBHO HeCKOMbKo PUCK NPOSIBNEHNA Y nauueHTa Y naumeHTa
NOBbILLIEH PUCK NOBbILEH PUCK HexenaTtenbHoro npucyTeTeyeT npucyTcTeyeT
BO3HWKHOBEHMA BO3HUKHOBEHUA atdekTa. 3HaueHnn cnaboBbIpaXeHHbI A BbIPaXeHHbIN
uccneayemoro neeneayemoro HaxofATCA Ha ypOBHe NPOTEKTUBHbIN NPOTEKTUBHbIA
athdekTa atbdexTa HOpMbI atdbext abdext

=1.00 =075 -0,15 +0,20 +0,75 +1,00

02|03 T[lepcoHarnbHblli reHEeTUYECKUIN OTYET %

MeTopa uccnepoBsaHus

[lna npoBeaeHUs reHeTUYeckoro UccrefoBaHna M paspaboTKy MporpamMMbl AOCTAaTOMHO obpasta GykKanbHOro anuTenuns u
3ano/iHeHUs1  aHKeTbl. TexHOMormW, KoTopble Mbl  UCMOMb3yeM ANA  OfNpefeNeHvst Hanuuus noavMopdr3MOB B reHax:
MYJIbTUM/IEKCHAs NonMMepasHas LienHas peakums ¢ hyopeclieHTHOR AeTeKUmnen NpoayKTOB aMmMduKaumm U CeKBEHMPOBaHMe
nocnefHero nokoneHns. [JaHHble MeToAbl 061aaaroT Hanbonee BbICOKOM TOYHOCTHIO OnpeAeNieHna MyTaLuii.

[na nHTepnpeTaumny NonyYeHHbIX AaHHbIX Mbl UCMOMb3YeM CaMOCTOATENbHO Pa3paboTaHHbIA anropuT™M BblYUCEHN, OCHOBaHHbI
Ha MpVHUMMaX reHHbIX ceTeil. ANTOPUTM MO3BOMSIET M3ydaTb M OLEeHMBATb B3aUMOAENCTBME HECKOMbKMX UMEROLUXCs Y
MHAMBUAYYMa CTPYKTYPHbIX MoAudukaumii IHK BmecTe ¢ AaHHbIMKM O (DEHOTUME, yKasaHHbIX B aHKeTe, KOTOpyk naumneHT
3arnonHsaeT npu c6ope obpasua AHK. [aHHble ANs pacyeTa pUCKOB OCHOBBIBAKOTCH Ha ONyGIMKOBAHHbIX AaHHbIX MeX AYHapOAHbIX
KIIMHUYECKUX UCTIbITaHMIA.

BbI60Op reHeTUYeCKMX MapKepPoB 1 METOOB aHaM30B, MCNOMb3YEMbIX /11 CO3[1aHMst OTYeTa, OCHOBAH Ha CaMblX JOCTOBEPHbIX 1
COBPEMEHHbIX MeHETUYECKNX UCCNefoBaHUAX. HEKOTOpble UCCNeaoBaHMs XapakTepuayroTCsa 60MbLUe CTENeHbO AOCTOBEPHOCTU
nMo CpaBHEHWIO C APYrMMK, MOCKOJMbKY BKAKOYAKOT 60fbllee KOMMYeCTBO HabMoAaBLUMXCS YeNOoBeK W MMEeroT pesynbTaThbl,
NOATBEPXKAEHHbIE APYrMMN nccneaoBaHnsaMu. OTYET, KOTOPbIM Bbl CeYac AepXMTe B pyKax, COOTBETCTBYET HallVM CTPOXaMLLIMM
KpUTEpVsIM, B HEM UCMOMb3YIOTCS MapKepbl, KOTOpble WMEKOT CTaTUCTUYECKU 3HaYMMble pe3ynbTaTbl B OMy6AMKOBAHHOM
nceneaoBaHMm ¢ MuHMMyM 1000 HabntogaeMbix naumeHToB 1 1000 HabnroaaeMblx B KOHTPObHOM rpymne. B AoMonHeHWe K 3ToMY,
pe3ynbTaTbl JAaHHOMO UCCNeA0BaHWs Obl MOBTOPHO NOATBEPXKAEHbBI B MOAOOHbBIX NCCNEA0BAHUAX AaHHOM STHUYECKON rpynnbl.

OrpaHquHMe OTBETCTBEHHOCTU

Coaepxkalllmecs B JaHHOM OTYeTe pe3ynbTaTbl M TEXHUYECKMe XapaKTePUCTUKM TeCTUPOBaHKs Oblnv YCTaHOBNEHbI nabopaTopuel
N yTBEPXK/EHbI B COOTBETCTBUM C TpeboBaHUSAMM 3aKoHoaaTenbcTBa Poccuitckoin Geaepaumm. Ecnm y Bac BO3HUKIN Kakne-néo
BOMPOCHI MO OTYETY, CBXKMUTECH C HALUMMUK KOHCYMbTaHTaMu no TenedoHy 8 800 555 93 42 wnn ¢ nomMolypto hopMbl 06paTHOM
CBAA3M Ha caiiTe basisgg.ru



Pe3yn bTaTbl UCCleao0BaHUA

OBaHuWe BblIMosiHeHo B labopaTtopum 000 «MBC-

} —>3aBefyrowmin naopatopue
/ 000 «MBC-[uarHoctuka»
- ManblwknH Makcum degoposuy
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OBaHue BblIMosHeHo B nabopatopum 000 «MBC-

—>3aBeAytoLni naéopatopuen
000 «MBC-AunarHocTunka»

ManblwknH Makcum depgoposuy

@ OKcuaaTUBHDINA cTpece
0

Wi -

- Dnarioctnka»

@ ButaMuHbi
0

leH Mapkep leHoTMN leHoTMn

CAT rs1001179 A/G GPX1 rs1050450 C/T

NQO1 rs1800566 c/C NQO1 rs2917666 C/G

SOD1 rs2234694 A/A SOD2 rs4880 c/C
B K BocnaneHue

leH Mapkep [eHoTun

TNF rs1800629 G/G

Butamun B9

leH Mapkep [eHotun leH Mapkep FeHoTMN

MTHFR rs1801131 A/C FUT2 rs602662 A/G

MTHFR rs1801133 C/C

ButamuH C Butamuu D

leH Mapkep lenoTun leH Mapkep [eHoTun

SLC23A1 rs33972313 G/G @ CYP2R1 rs10741657 G/G
DHCR7 rs12785878 G/T
GC rs2282679 A/C
VDR rs1544410 G/G



Pe3yn bTaTbl UCCleao0BaHUA

OBaHMe BbinosiHeHo B naéopatopun 000 «MBC-

aBeAyloLLMI nabopaTtopuei
000 «MBC-OuarHoctuka»
ManbiwknH Makeum depoposuy

\m, AHAaporeHeTuyeckas anoneuus, akHe
—a—

leH Mapkep FeHoTMN FeHoTMN
® AR rs6152 G ® AR rs6625163 A
CYP19A1 rs4646 A/C @ EDA2R rs1385699 T
ESR2 rs10137185 C/T HDAC4 rs9287638 C/C
Intergenic rs2180439 C/T @ PAX1 rs1160312 A/A
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O KCM,U.aTMBHb| 7 CTpeCC 0809 [lepcoHanbHbIN FrEHETUYECKUMN OTUET %

CocTosiHME  OKCMAATMBHOrO  CTpecca  XapaKTepusyeTca  uYpe3MepHbIM
KOMMYECTBOM CBOBOJHbIX pajuKanoB Kucnopofa B opraHusme. Ms-3a aToro PesynbTart
NMPOVCXOANUT CHUXKEHWE WMMYHUTETa, pa3BMBAOTCA BOCMa/MTENIbHblE U

naTtoJsiorn4eckmne npouecchbl, NoBpexxaarTcAa KJIIETKU. BonocsiHble (bOﬂJ'IVIKyJ'IbI n _

KOXa TO/1I0Bbl TOXe noaBepXXeHbl BIUAHUKD OKUCIUTENTbHOIO CTpecca.

[oMONHATENbHBIMW  UCTOYHUKaM (HOPMUPOBaAHUS CBOGOAHbIX PaauKanos Mo pesynbTaTaMm aHanusa
ABMAOTCA pas/iMyHble HeraTWBHble BO3LEUCTBUA — XMMWUYECKME 3aBUBKU U uccriefyeMbix reHoB y Bac nosbileH
oKpaliMBaHWs BOJIOC, BO3AEUCTBUS BbICOKMX TemrnepaTyp (tbeH, nnouka), PUCK pa3sBUTMS HapyLLeHNi B
ypeaMepHoe YD-061yyeHune, BocnanuTesbHble NPOLECChl U Tak Janee. cucTeme 3alluTbl OT OKCMAATUBHOTO
B aToM pasfienie Mbl aHanMsMpyeM psf FeHoB, NONMMOPGU3MbI B KOTOPbIX cTpecca.
MOTyT HapylaTb paboTy CUCTEMbl OKCUAATUBHOIO CTPECCa, YTO 3HAYUTENbHO
yBE/IMUYMBAET PUCK HEKOHTPOSIMPYEMOrO BbIMafeHWUsA BOJIOC, MOBbIWEHUA WX
JIOMKOCTV U UCTOHYEHUS, 3aMeAJIEHNA HOPMasIbHOTO pPocTa BOJIOC. Uccnepyembie rembl

CAT rs1001179
UHTepnpeTauums
BbisiBieHbl MyTauuu B reHax, acCoOLMMPOBAHHbIX C HapyleHWeM B CUCTEME GPX1 rs1050450
3alMTbl OT OKCUAATUBHOIO CTpecca. Bam HE0BX0AUMO YBENNUUTL NoTpebrieHne
npoaykToB, 6oraTbix BuTamuHamu C u E, usberaTb nonagaHus Mpsmbix
COJIHEYHbIX JlyY4eM Ha KOXy ronoBbl (HOCUMTb TOJIOBHble Y60pbl), He NQO1 151800566
MCMOMIb30BaTb MEPEKUCb-COAEPXKALLMX KPaCoK, PEerysifpHO  MoJsib30BaTbCA
MackamMu [Afi BONOC Ha OCHOBE J1eKApCTBEHHbIX TPaB WM COAepKalimx NQO1 T
BUTAaMUHHbIE KOMIMJIEKCbl. [loKasaHbl Kypc MesoTepanuuM BUTaMUHHbIMU
KOMIIeKcamu, Maccas rosloBbl.

SOD1 rs2234694

SODZ rs4880




BocnaneHue

10|11 TlMepcoHanbHbIN FeHEeTUYECKUN OTHET

B aTtom pasgene Mbl u3yyaeM reH TNFa (cdaktop Hekposa onyxonw),
OTBeanOU.LVIﬁ 3a pasButune MI/IKpOBOCI'IaJ'IEHI/Iﬁ. KneTtkun KO>XW, BblNoJiIHAKOWMNE
6apbepHble QYHKLMN, BblAENAKT aHTUMUKPOOBHbIE 6K — XeMOATTPaKTaHTbl U
LMTOKMHbI, KOTOpPble COCTaBMSOT CUCTEMY paHHEero npeaynpexaeHus o6
OMacHoOCTU.

Mpy HapyleHUW LenoCTHOCTU KOXMW FOSI0Bbl MPOUCXOAUT KOHTaKT 3alMTHOro
Makpodara C 4YyXepoAHbIM areHTOM B OTBET Ha HeCaHKLMOHMPOBaHHOE
NpoHMKHOBeHMe. Makpodar HauMHaeT NpoAyuMpoBaTb LUMTOKWUHbI, KOTOpble
PErynupytoT MEXKJIeTOUYHbIE U MEXCUCTEMHble B3aumomencTBusi. K HUM
OTHOCMTCS B TOM uucne W dakTop Hekposa onyxoneun-anbda (PHO-a),
o6nafaroMim MecTHbIMU U cUcTeMHbIMU addekTamu. HekoTopble MyTauuu B
reHe TNFa, koaupytowem 6enok pakTopa HeKpo3a onyxosnu-anbda, NPUBOAAT K
nosbiweHHon  akcnpeccun  ®HO-gq, yto  obycnaBnuMBaeT  aKTUBaLMIO
BOCMaNUTENbHbIX peakuui. IT0, B CBOK 04epefb, MOXET MoBJieYb HapyLleHue
Tpoduku (NMUTaHUs), BbiNageHe BONOC U HapyLleHUe LuKna pocTa BOMOCAHbIX
dhonnunkynos.

®CE

UHTepnpeTauums

Y Bac He o6HapyxeH anseflb, aCCOLMUPOBaAHHbIA C MOBbIWEHHbIM YPOBHEM
akcnpeccun (akTopa Hekposa onyxonu anbda. He BbIsiBNIEH FeHeTUYecKui
(hakTop prcKa BO3ZHUKHOBEHWSA TPaBMaTUYECKON MUrMEHTALUN.

PesynbTar

Mo pesynbTaTam reHeTMYECKOro
aHanu3say Bac He NoBbILIEH pUCK
pasBuMTUA Ype3MepHbIX
BOCManuUTeNIbHbIX peakuuii.

Uccnepyemble rexbl

TNF
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PesynbTar

Mo pesynbTtatam aHanusa
nccnegyembix reHos y Bac He
noBblIllIeH PUCK BO3HUKHOBEHUSA
Aedpuunta BuTammnHa B9.

Uccnepyembie reHbl

MTHFR rs1801131

MTHFR rs1801133

ButamuH B9

Butamuu B9 (dbonuesas kucnoTa) cnocobCTBYET aKTUBM3aUUU TPOHUUECKUX
npoLeccoB B BONOCAHbIX GonnmKynax, TeM caMblM BNNSst Ha pocT Bosioc. leH
MTHFR koaupyeT GepMeHT, KOTOpbl YyyacTByeT B BOCCTaHOBJIEHUM
Nnpou3BogHOro GosineBor KWUCNOTbl A0 aKTUBHOrO MeTabonvMta U siBAsieTcs
Ba)XHbIM Ko(aKTopoMm B npouecce MeTUNUPOBaHUSA. Bnaropaps
MEeTUTIMPOBAHMUIO MPOUCXOAMUT 06pa3oBaHUE psifia aKTUBHbIX BELLECTB, KOTOpble
y4yacTBYIOT B pOCTe, pereHepauuum W MOALEPXKAHUM ONTUManbHoro 6anaHca
BHYTpeHHeW cpefbl KneTok. MNpu Hanuumm mMyTaumi B reHe MTHFR npoucxogut
CHUXeHWe aKTUBHOCTM (depMeHTa, npeBpalleHre GONneBoW KUCoTbl B
aKTUBHbIN METaboIUT MPOUCXOAUT MeHee akTUBHO, cuHTe3 OHK, PHK u 6enkoB
3amefsiseTcs, YTo NPUBOAMT K OCTAHOBKE WM 3aMeASIEHUIO AeNeHUA KI1eToK
BOJNIOCAHOrO dhonnumkyna.

UHTepnpeTauums

KoppekTupoBKa nocTynsieHust BUTamuHa B9 He TpebyeTcs.
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ButamuH B12

B opraHuame BuTamMuH B12 yyacTByeT BO MHOIMX KI/KOYEBbIX MNpoLieccax:
cuHTe3e ammHokucnoT, AHK n PHK, o6MeHe »upoB 1 yrnesoaoB. Butamuu B12
— HernocpeACTBEHHbIW Y4acTHUK fpoliecca KNeToYyHoro feneHusi. MocKonbKy
K/TETKU KOXM W BOJIOC [ENIATCA MOCTOAHHO, OHWM OCTPO HYXAAKTCA B 9TOM
BuTaMuHe. Mytauma B reHe FUT2 npepgpacnonaraeT K MOHMXXEHWUIO YPOBHSA
cofepxaHua BuTamuHa B12 B KpoBu. [llpu Hepoctatke B12 npoucxoaut
MUCTOHYEHNE CTEPXXHA BOJIOCA, 3aMejJIeHne LKKNa pocTa 1 npexaeBpeMeHHoe
BblNnajeHne BoNOC.

UHTepnpeTauums

HeobxoanMo KOHTPONIMpPOBaTb KONMYECTBO BUTaMUHa B12 B paunoHe, B cryyae
HEOBXOAMMOCTU MNPUHMMATb [AOMOJIHUTENbHblIE BUTAMUHHbIE KOMIMEKCHI,
0COGEHHO B c/yyae BereTapuMaHckoW AaueTbl. PekoMeHpayeTcs chaTb
6UOXMMUNYECKUIA aHaNM3 OJ1si OLeHKUN coZlepXXaHUsl JaHHOro BUTaMMHa B KPOBM.
MCTOUYHMKM BUTaMMHA B12: roBsxXKbs neyeHb, AL, MOJITHOCKU, 311aK1, MOJIOKO.

®CEe

PesynbTar

Mo pesynbTatam aHanusa
nccnegyembix reHos y Bac nosbllleH
PVUCK BO3HMKHOBEHUA Aeduumnta
BMTaMuHa B12.

Uccnepyemble reubl

FUT2 rs602662
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PesynbTar

Mo pesynbTtatam aHanusa
nccnepyembix reHoB y Bac He
NOBbILIEH PUCK BOSHUKHOBEHUSA
AebvumTa BUTaMmnHa C.

Uccnepyembie reHbl

SLC23A1

ButamuH C

ButammH C — ackopbuHOBasi KUCOTa — WrpaeT pofib Kodaktopa B
OKUCNNTENbHO-BOCCTAHOBUTESNbHbIX 3aMTHBIX peakuusx, a TakxXe B peakLmax
OKUCNTUTENBHOIO rMAPOKCUITNPOBAHUS, Heo6X0ANMbIX ons obMmeHa
aMUHOKMCNIOT MPOJIMHA U JIU3UHA B MpoLecce HeoKonareHesa u ykpenieHus
CTEeHKM Kanunnspos. HexBaTka BUTaMuHa C HapyLIUT NUTaTeNbHYO MOALEPXKKY
BOJIOC, 4YTO MOXET MpPOSABUTbCA B BWUAE JIOMKOCTM, BbINajeHuUss BOJOC,
3amMefieHnsa Ux pocTa. 3a KoHueHTpauuto ButammnHa C otBeyvaeT reH SLC23AT,
KoaMpYyHOLWMKN 6eN0K, KOTOPbIN KOHTPOJIMPYET BcacbiBaHMe BUTaMuHa C U ero
nepepacnpegeneHne B OpraHax M TKaHsAX. HekoTopble MyTauuu 3TOro reHa
npegpacnonararT K CHUXEHUIO KOHLIeHTpaLmu ButammHa C B KpoBu.

UHTepnpeTauums

KoppekTpoBKa nocTynieHuns ButammHa C He TpebyeTcs.
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Butamuu D

ButamuH D o6ecneumBaeT 3pesble GOMMKYbl BOIOC XUPHbIMU KUCIOTaMy,
KOTOpblE MUIpaloT BaXKHYHO PoJSib B MpoLiecce pocTa U yKpersieHust Bonoc. ITu
YKMPHbIE KUCMOTbl PEryMpYOT MPOM3BOACTBO HaTypasbHbIX Macen B KOXe
rofioBbl, 06ecrnevnBas BonocaHble GONNMKYbl MUTaHUEM. TakXe OT BUTaMUHa
D 3aBUCUT cHabxeHue GONNUKYNOB KanbuueMm. B faHHOM pasgefie Mbl
paccMaTpuMBaeM KOMMJIEKC TEHOB, BKJKYas reH peuentopa BuTamuHa D,
O06HapY>XeHHbI HEMOCPeLACTBEHHO B BOJIOCAHbIX (oONnuKynax, KoTopble
CBfi3aHbl C MeTabo/IM3MOM U YpOBHEM COAepXaHus BWTaMuHa D B nnasme
KpoBWU. Hanuuve HeKoTOopbIX MNOMMMOPHOUIMOB MPUBOAUT K  CHUXKEHUIO
aKTUBHbIX GopM BUTaMUHa D B KneTKax OpraHOB-MULLEHEN U KOCTHOMW TKaHMU,
CHUXXEHUIO YCBOEHUS KaNlbLMA KOCTHOW TKaHbHO, YMEHbLUIEHUWIO MPOLECCOB €ro
BCacbiBaHWsA B KuLIEeYHUKE U peabcopbumm B Mouykax, moTepe KanbLusa B
KULLEYHMKe.

UHTepnpeTauums

Ona oueHkn MVIHepaJ'IbHOVI NAOTHOCTU KOCTeW pekomMeHAyeTCcAa CBOEBPEMEHHO
npoxoanTb AEHCUTOMETPUIO.

®CEe

PesynbTar

Y Bac HeT npeApacnosioXXeHHOCTH K
CHUMXXEHMIO YPOoBHSA BUTaMunHa D B
KPOBMU MpU AOCTaTOYHOM
nocTtynieHun ButammHa D ¢ nuwien
1 yMepeHHoON uHconsauuu. MoebiweH
PUCK CHUXKEHUSI MUHeparnbHOW
NAOTHOCTU KOCTEN.

Uccnepyemble retbl

CYP2R1

DHCR7

GC
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Camol pacnpocTpaHeHHON npUYnHON notepu BOJIOC  fABnSAeTCA
aHAporeHeTUYeckas anoneuus, B psige cryyaeB 06YCNOBNEHHasi FreHETUYECKH. PesynbTart
CywecTByeT ABa Tvna reHoB, MOAUMOP(U3MbI B KOTOPbIX MOTYT MPUBECTU K

06MNbICEHUIO: TEHbI, oTBevYawuwme 3a BblpaﬁOTKy aHApOreHoB, U reHbl-Koaepbl _

peLenTopoB aHAPOreHoB. M36bITOK aHAPOreHoB — rMnepaHAporeHns — BefeT K

YMEHbLLEHWIO pa3MepoB BONTOCSAHOW SIYKOBULIbI, U3-3a YEro BOJIOChI CTAHOBATCA Mo pesynbTaTaMm aHanusa

penKMMU, NyLIKOOBPasHbIMU, UCTOHYEHHbBIMU. A HeCTaHAAPTHbIe KOM6KUHAaL UK B nccnepyeMblix reHoB y Bac noebiwweH
reHax peLenTopoB MOIYyT CTaTb MPUYMHOW BO3HWKHOBEHWUS MOBbILLUEHHOM PUCK pa3BUTUA aHAPOreHeTNYecKon
YYBCTBUTENBHOCTU K TOPMOHY-TECTOCTEPOHY, 4YTO TaKXe BedeT K rnoTepe anoneuyuu.

(DYHKLMOHANbHOCTH BONOCSAHbIX (QONTNKYOB 1 06MbICEHUIO.

AHApOreHHaa anoneuuss MOXET ObiTb OC/IOXHEHa akHe. 3To Bbl3blBaeT
BOCnannTesibHble npouecchbl B nunocebauMoHHOM CTPYKTYype, KOTOpasa COCTOUT Mccnep‘yeMtﬂe reHbl
M3 BONOCSAHOTO GOMNMKy/Ia U CBSI3AHHOW C HUM CaNlbHOW Xenesbl. AkHe

OOMONIHUTENbHO  OcnabnseT  BOJIOCSHbIE (bOﬂﬂVIKyﬂbI, 4YToO Bedetr K
NporpeccMpoBaHnio BbiNageHnsa Bonoc. B gaHHOM pasfesie Mbl Takxe n3yyaem AR rs6152
reHbil, I'IOJ'IVIMOpCbM3MbI B KOTOPbIX OéyCﬂaBﬂMBaPOT NOBbILWWEHHYHO
npeapacnoioXXeHHOCTb K akHe. AR 156625163
VIHTepnpeTaLWISI CYP1 9A1 rs4646
BbisiBNEHDI MyTauuum B reHax, accoummpoBaHHbIX C pasBuTuemMm EDA2R rs1385699
aHgporeHeTuveckon anoneumm. PUCK BO3HUKHOBEHUA aHAPOreHeTU4ecKomn
anoneuuu noeblweH. Heobxoanmo NPONTN [OMNONHUTENBHOE o6crnefoBaHve Ha
Hanuyve aHfporeHetuyeckon anoneuuun. [lpy OTCYTCTBUM MPU3HAKOB ESR2 rs10137185
aHAporeHeTU4ecKon ajoneuumn Bam Heo6xoANMO KOHTpO/MpoBaTb
rOpMOHasbHbIN YPOBEHb. Mpu Hann4ynum nepBbIX Npu3HaKkoB HDAC4 [

aH,U,pOFeHeTI/I‘-IeCKOI‘/‘I anoneunun H606XO,E|,I/IMO He3aMeONMUTesIbHO NMPUCTYNUTb K
Tepanuu, HanpaBneHHon Ha CHUXXeHUe akKTUBHOCTKU aHAPOreHOBOIo peuenTopa.

Intergenic rs2180439

PAX1 rs1160312
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