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BBeneHue

B ocHoBe npodeccroHanbHOro otTyeTa nexar
HOBeWILLME HayYHble MCCeaoBaHMsa aCCoLMaLM rEHOB
C 3a001eBaHUSMM U MPU3HAKaMM YeroBeKa,
OCHOBaHHbIE Ha pe3ynbraTax C A0Ka3aHHOM
KIMHMYeckom addeKTMBHOCTLIO. PeaynsraTel [HK-
aHanM3a No3BOAKOT ONPeaeITb
MpPeapacronNOXEeHHOCTb K METabOMINYECKM
HaPYLWEHMSM U arIMMEHTaPHbBIM 3ab01eBaHUAM.
Ncrnonbaysa OHK-TeCT, MOXXHO onpenennTb
MpPeapacroNOXXEeHHOCTb K OXMPEHUIO, OMabeTy 2-ro
TUMNa, UENMaKW, NTaKTa3HOW HeJOCTaTOYHOCTH,
aTepOCKIEPO3Y, FMNEPrOMOLIMCTEVHEMIN,
rMNepTpuUrnmLepuoeMin, 601e3HM AnbLIreMepa,
MPOPUIAKTMPOBAETb BUTAMUHOAEPULIAT, a Takke
onpenenuTb MHOVBUOYya bHble CpefoBble GakTopbl,
BIIVSAIOLLME HA PUCK OHKOSIOMMYECKMX 3a001EBaHN.

HanHHble [JHK-TecTa He aBnatoTCs OMarHOCTMYECKMM
W HE BbISBIAIOT HaNMYMe TOro M MHOro
3aboneBaHus y YenoBeka. MNpumeHmuMocTb OHK-TecTa
3aK/IKOYaEeTCH B MPOrHO3MPOBaHMM 1 MPOPUIaKTVIKE
MeTabOoIMHECKVX HAPYLLEHMIN YENOBEKA U COCTaBNEHM
MHOMBUOYaNbHbIX MPOrpPaMM A1 CHUDKEHUS prcka
3ab0M1eBaHMIN U1 YNyUlleHVs 0BLWero COCTOAHMA
300poBbs. [115 MHTEpnpeTaLmm pe3ynsTaToB aHa30B
TpebyeTca KOHCYNBTaUMsa CreupmaniicTa.



Kak paboTaTb

C OTUEeTOM

HassaHue
npusHaka

OnucaHuve reHos -
VHTEepnpeTaLys
OYHKUMIN reHoB

M UX ponen B
MeTaboNNYECKIMX

nyTax

OnucaHue npusHaka —
duU3ronormyeckas m
ANVAEMVONOrMYeckast

MHPOpMaLMA
O MpuaHake

> O6cnenoBaHus -
- CMVICOK U
' 0boCHOBaHWE
PesynbTat PeKOMEHHOBAHHbIX
reHeTUYeckoro obcnenosaHi
Kon o6cnenyemoro - aHanusa - BK/loYaeT ANs yTOUHEHNS
YHVKanbHbINA MOeHTUOUKATOP VHbOPMaLMIO 06 nvarHosa
obcrenyemMoro aHanMaKpyeMbIx

reHax, BCTpeYaeMocTm
M ux adpdekTe Ha
npu3aHak
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3aksoueHue -
K/THOYEBOW BbIBOL, MO
NpYI3HaKy, Nony4aemMbiii
Ha OCHOBE pe3y/1bTaToB
aHa/IM30B Kccneayemblx
reHOB MpU3Haka

PekoMeHpauum no
npodunakTmke -
CMMCOK
VHOVBYOYaNbHbIX
peKOMEeHO0BaHHbIX
Mep, HanpaBeHHbIX
Ha NPOGUNaKTUKY
3aboneBaHn 1mn
MEeTaboNNHECcKIX
HapyLUeHWM




Pe3ynbTaT reHeTu4eckoro
aHanm3sa

®damunma Nma OTyecTBO Mon: My>xckoi

[aTta poxneHus:

JlabopaTtopHbii kog: MAHOOO1 CHUNC -
[aTa noctynneHns
6riomMaTepmana: -
Banmpauws: -
[aTa Bbloaun
pesynbraTta: -
BromaTtepuan: ByKKasbHbIM 3NUTENUIN C BHYTPpEHHeMN

CTOPOHBI LWEKN

Metopn nccneposarus: MUP ¢ ru6puansaulMoHHo-
¢yopecueHTHOM aeTeKunen pesynstaToB
B peX1Me peaslbHOro BpeMeHu

MpusHak leH MonumMopdusm MeHoTMN BapwuaHT SdodekT

ApTepuanbHas runepTeHans ACE I/D Norm/Polym =
CYPTIB2 c/T Norm/Polym =
MTHFR c/T Norm/Polym =
ADD1 G/G Norm/Norm

CYPIA2 A/C Normy/Polym =

[OHK aHanm3 npoBeneH
OO0 “HauvoHarbHbI
LIEHTP reHeTUYECKMX
nccneqoBaHuin®

Bpau KAJ1 Konnakosa H.B.
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ApTepuarnbHasa rmnepTeH3und

UccnepyeMbie reHbl

ACE

CYP11B2

MTHFR

KoovpyeT aHrMoTeH3nHMpespaLlaowyi ¢epmeHT (ANd) —
LIMPKYIMPYIOLLMM BO BHEKIETOYHOM MPOCTPaHCTBE OENoK, KOTOPbIN
VrPaEeT BaxHYIO POSib B PEryALMM KPOBSHOMO AaBneHMs 1 BanaHca
3MEKTPO/IMTOB, KaTa/mM3KMpPYyeT paclleryieHne HeakTUBHOMO
AHMMOTEH3KHa | O aKTWUBHOIO aHMMOTEH3MHa |l, CTMynMpytoLLero
CY>XXEHVe COCYAOB W yBENMYEHME CHHTE3a allbAOCTEPOHa. [eH
3KCMPECCUPYETCH B MakCHMalbHOW CTEMEHW B KULEYHVIKE, TaKXe

B NIErKMX, MEHbLLE — B AMYKaX, MOOXKENYAOUYHOM Xenese, noykax 1 ap.
CBs3aH C TUMOM aganTaLnm cepoeyHO-COCYANCTOM CUCTEMDI

K onpeneneHHoMy TUny GU3NYECKOM Harpysku 1 pa3BUTUEM
rMnepTpPodUYECKON KapaMOMNOMaTUM U apTePUabHOM MNepTEH3MN.
Heneuuns (D) B 3TOM reHe cBsi3aHa C agarnraLmen cepaeyHo-CcocyamncTomn
CWCTEMbI K Harpy3kaMm Ha CUY 1 B TO Xe BPEMS C MOBbIWEHHbIM PUCKOM
pPa3BUTUS apTepUabHOM MMNepTEH3MU.

KooumpyeT depMeHT anbaoCTepOH-CUHTa3Y, ABSIOLLYOCS Hapsay ¢ AlNd
OLOHWM N3 KOMMOHEHTOB PEHMH-aHMMOTEH3MHOBOW CUCTEMDI,
peryvpytoLer KpoBsaHOE AaBfeHe U 06beM MPoKavBaeMom KpoBm

B OpraHuame. DepMeHT KaTanm3npyeT NOoCNeqHIo CTagmMio CUHTE3a
rOpMOHa afbAOCTEPOHA N3 [E30KCUKOPTUKOCTEPOHA. ANlbAOCTEPOH

B CBOIO o4epeb UrPaeT poJ/ib B PErYNSLMM KPOBSAHOMO OaBEHMS MyTeM
NoAOEepP>XaHMA BOAHO-COMEBOro 6anaHca, akTMBMPYETCH KasmeMm

11 CNOCODCTBYET €ro BbIBEAEHMIO MO MPUHLIMMTY OOPaTHOM CBA3U.
MonmMMopdHbI BapyaHT reHa CBsA3aH C MOBbILLEHHOM aKTUBHOCTbIO FreHa
11 PUCKOM Pa3BUTUS apTepuaribHOW rMnepTeH3nm.

KoovpyeT MeTnneHTeTparnapodonatpenyktady — BHYTPUKIETOUHbIN
bEPMEHT, yUaCTBYIOLMM B MPEBPALLEHWN FOMOLIMCTEUHA B METUOHUH MpU
HanMMuMM BUTaMUHOB B6, B12 1 ponmeBow KUCNOTbI. [eH akcrnpeccupyeTcs
MPakKTUYeCKM BO BCEX TKaHAX M OpraHax.iccnenyetcs 415 BbisiBIeHS
reHeTYecKom NPenpacroioXXeHHOCTU K Pas3BUTUIO
rNeProMOLIUCTEMHEMANM (MOBbILLEHHOIO YPOBHS FOMOLIMCTENHA B KPOBU)
1 aTepocknieposa. MonmMmMopdr3M B 3TOM reHe CBA3aH C MOBbILLEHVEM
YPOBHS FOMOLMCTEMHA B KPOBW U, KaK CIIeACTBUE, C YBESMYEHEM PUCKOB
pa3BUTUS aTEPOCKIEPO3a, TPOMOO3a M apTepUarnibHOM rMnepTeH3uM.
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ApTepunanbHas runepTeH3uns

ADD1

CYP1A2

Pe3ynbTaT reHeTu4ecKkoro

aHa/ll

n3a

Kopmpyet 6enok LunTockeneTa v MeMbpaH anbda-agayLumH v ceasaH

C M3MEHEHKEM TPaHCMopTa MOHOB HaTPUS B KNeTKax. AoayLMH

C BbICOKOW apPUHHOCTLIO CBA3bIBAETCS C MOHAMM KasbLns/
KanbMOAYNMHOM U SBNSIETCS Cy6CTpaToOM AN MpoTenHkMHa3 A C. TeH
3KCMPECCHPYETCS MPaKTUYECKM BO BCEX OpraHax 1 TkaHsax. Miccnenyercs
0191 BbISIBNEHWS MreHETNYECKOW NMpeapacrnosioXeHHOCTH

K CONeYyBCTBUTENBHOM MMMNEPTOHUM KN CKITOHHOCTU K OTEYHOCTM:
rnoMMOpPdM3M 3TOrO reHa CBsA3aH C 3aMeSIeHHbIM BbIBEAEHVEM COMEMN
(B nepByto ovepenb HaTpWs) 1, Kak CNEaCcTBME, C PUCKOM 3a0ePXKKM
XMOKOCTU B OPraHmM3aMe, YTo MOXET MOBbILWATb PUCK Pa3BUTHSA
apTepuanbHOM MMNepTeH3um, OOHAKO pe3ysisTaTbl MocnenHmMx
MICCrenoBaHni MpOTUBOPEYNBDI.

KoouvpyeT umtoxpom TA2, KoTopbit aBnsieTcs GepMeHTOM nepBor ¢hasbl
CNCTEMBI AETOKCHKALIMK KCEHOBMOTUKOB. SKCMPECCUPYETCSt TOSbKO

B neyeHn. PepMeHT OCYLLECTBSET peaKLMU OKUCTIEHNS COeONHEHUI
3HOOrEHHOro (3CTPOreHbI, XENYHbIE KUCOTbI, XUPHbIE KUCOTbI,
npocTarmaHaVHbl, IEMKOTPUEHbI, BUOreHHbIE aM1HbI) U BK30reHHOro
(@HTMOEenpeccaHTbl, MapaLeTaMor, MPOMbILLNIEHHbIE SAbl, MeCTULMAbI,
KaHLLepOreHbl) MPOUCXoXaeHus. KodenH aBnseTca 0gHMM M3 cyocTpaToB
CYP1A2.Tpw nonmmMopduUaMe CHUXAETCS akTUBHOCTb GepMeHTa

M CKOPOCTb MeTaboM3Ma KOGEMHa, YTO BbIPaXKaETCS B MOBbIWEHWN
pyICKa PasBUTUS MMNEPTEH3NN.

O

reH Monmmopdpusm FeHoTvin YacTtoTa PesynbTaTt S dekT

ACE I/D 50% MpenpacrnonoXeHHOCTb K YMEPEHHOM CKOPOCTH =
CMHTE3a aHrMoTeH3mHa |l

CYPTIB2 c/T 49% MpeapacrnonoXeHHOCTb K MNOBbILIEHHOM MPOAYKLMM =
arnbAOCTEPOHa U, KaK CriefCTBIMeE, PUCK pas3BuTus Al

MTHFR c/T 46% MpucyTcTBMe pakTopa p1cka passuTus Al B CBA3U =
C HapylweHneM MeTabomama GOMaToB U PYICKOM
FOMOLIMCTENHEMM

ADD1 G/G 62% MpenpacnonoXeHHOCTb K BbICOKOM CKOPOCTU
BblBEEHMNS COMM

CYP1A2 A/C 1% MpUCyTCTBYET GakTop pUcKa pas3BmTUs Al =

CBSI3aHHOrO C yroTpebrieHrem Kode
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ApTepunanbHas runepTeH3uns

ApTepuanbHas runepTteH3usd (mo MKB10: 10 —
3CCeHUManbHas (MepBrYHas) rMNepTeH3Ks) O3Ha4YaeT
MOBbILLEHME CUCTONIMYECKOrO apTepUaibHOro
nasneHus o 140 MM PT. CT. U BblLle 1/Vn
Ovactonmyeckoro Ao 90 MM PT. CT. M BbliLe.

Hopmor apTepuanbHoro nasnexus (AL) ons
B3POCSIOr0 YerioBeka Ha CerogHsWHUIA OeHb MPUHSTO
cumTaTh 120-129/80-84 MM PT. CT., orMTmMasibHoe — 100-
19/60/79 MM pT. cT. OQHAKO 3TV HOPMbI MOTYT BbITb
0159 Kaxkaoro obcnenyemMoro CBow, MOCKOSbKY OHM
3aBUCAT OT BO3pacTa YeroBeka, ero obpasa X13Hu,
UHOMBUAYAbHbIX OCOOEHHOCTEN.

A" aBnsieTcs BenyLyM GakTOPOM priCKa Pa3BUTUS
MHOIMMX 3ab0oneBaHUI, B MEPBYIO OYepenb CepaeyHo-
COCYAUCTbIX (MHBaPKT MMOKapAa, MHCY/IBT,
viemMmyeckas 6onesHb cepaua, XxpoHuyeckas
cepAeyHast He4OCTaTOYHOCTb) M LIepebpOBaCKyIAPHbIX
(MLLEMUYECKUIA NN FeMOPParnYecKmnin NHCYLT).

3aknoveHune

MPUUMHBI 1 MeXaHW3Mbl pa3BuUTKS AlC MOryT ObiTb
Pa3/MYHbI: HapyLeHe BOOHO-COMEBOrO OOMEHa,
M36bITOYHbIN BeC U Ap.PacnpocTpaHeHHoCTb AlC cpeam
B3POC/IOro HaceneHms cocTtasrdeT nopsaka 30-45%,
COraCHO 3apybeXHbIM UCCIEA0BaHMAM, MO AaHHbIM
POCCUNCKUX MCCegoBaHuii — okoso 40%.

B poccuickor nonynauym pacnpocTpaHeHHoCTs Al
Cpenmn My>X4nrH B HEKOTOPbIX PermoHax gocturaet 47%,
cpeau XXeHWMH — okoso 40%.

Ha cerogHAWHMY OeHb MOSIHOreHOMHble
MccnenoBaHs accoumaum Boiseum 6onee 100
reHeTNYeCcKmX NoIMMOPPU3MOB, CBA3aHHbIX

C apTepuarnbHbiM faBneHreM. HacneoyemMocTb
KIMHWYECKOro cuctomueckoro A — 15-40%,
KNMHMYeCckoro guactonmyeckoro AL — 15-30%. [1ns
aMBYNMaTOPHbBIX CUCTONMYECKOrO

1 Anactonmyeckoro ALl B HOYHOE Bpems
HacrnenyeMocTb cocTasndeT 32-70% 1 32-50%
COOTBETCTBEHHO.

leHeTMYecKuUit aHann3 BbIIBUI Y o6crienyeMoro MMHUMasibHble hakTopbl pucka
BO3HUKHOBEHWUS apTepPUarnbHOM rMnepTeH3unU. PUCK pa3BUTUSI JaHHOTO

3a6oneBaHNS CHUXXEH.
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ApTepunanbHas runepTeH3us

O6cnepoBaHUA

ObcnenyeMoMy He crienyeT npeHedbperaTb
NEPUNOANYECKUMN MEAULIMHCKUMA
06cnefoBaHUSMA N KOHTPOSIEM
apTepManbHOro AaBeHs 1 MynbCca,
OCOBEHHO MO AOCTUNKEHUM MPEKITOHHOIO
Bo3pacTa. ClienyeT yYecTb, YTo
apTepuanbHasl TMNEPTEH3US MOXKET ObITb
He TOJIbKO MEPBUYHOM, HO 1 BTOPUYHOM,
SABMSSICb CUMITTOMOM OPYriX 3ab0neBaHUN.
[O3TOMY MPW MOBbILLEHW apTEPUATbHOrO
[OaBMeHVs 0bCnenyeMoMy peKOMeHayeTCs
CBOEBPEMEHHAs KOHCY/IbTaLms
creLmancTa, BO3MOXHO MpoBeneHme
aycKyssTaLMm cepaLia, COHHbIX, IOYEYHbIX
1 6enpeHHbIX apTepU, MPY HaMYmMKn Wyma
- 9XOKapAuorpadumn, AyrIeKCHOro
CKaHWPOBaHWSA apTepuin. Mpu
HEOBXOAMMOCTU Yy 0BCNeAYEMOrO MOXHO
Tak>Xe MCCrenoBaTh YPOBEHb
rOMOLMCTEMHA B KPOBU (OCOBEHHO Mpu
HanMuMm nonmmopdrama reHa MTHFER),
Ha3HauYMTb KOHTPOJIbHbIE NCCEA0BaHUS:
0B aHanM3 KpOoBM, BUOXMMNS KPOBM
(@MmHoTpaHcdepasbl AJIT n ACT, MOYeBMHa,
KPEaTUHWH, MOKO3a, IMMMOHbIA CMEKTP
KpOBW (TPUMMLIEPUAbI, OB
xonectepuH, xonectepuH JIMBM v JITH) 1
T.0.)%
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PekoMeHaauuKM nNo NnpodunakTuke

ObcrnenyeMoMy He XernaTenbHO 3/10yroTpebsTh
BPELHOM MMLWEN (TPaHCXKMPbI U T.M.). MI36bITOUHbIN BEC
Tak>Ke MOXET ObITb MPUUYMHOM psida 3aboneBaHnin, B
TOM UKCrIe I apTepUanbHOM MMNepTeH3um, MO3TOMY
obcrenyeMoMy XenaTenbHO cOanaHCMpoOBaTb PaLMOH
MMTaHWS, BO3OEPXMBaTbCA OT MOTPebneHUs
130bITOYHOrO KOMYECTBA Karlopuii. YBenmyeHmne
rNoTPEDBIEHNS PACTUTENBHOM MUK, @ TakXXe A0S
Kanus, kanbUms (CogepXaTcs B OBOLWaX, bpyKTax,
3EpPHOBbBIX) M MarHUs (COAEPXUTCS B MOSTOYHbIX
MPOAYKTaXx) B PaLMOHe, yMeHblueH e noTpebeHns
SKMBOTHbIX XXMPOB CMOCOOHbBI MUHVMU3MPOBATb PUCK
pa3BuTUs Al BraronpusaTHbl aapobHble uamdeckme
Harpysku B afekBaTHOM obbeMe. [JononHUTENbHbIN
npvem GonmMeBow KUCIOTbl U prbodaBriHa BO3MOXeEH
MpW X HELOCTAaTOYHOM KOJIMYECTBE B PaLVIOHE,
6epeMeHHOCTU, KOPMAEHUU*. 118 MUHUMM3aLIMKW pycKa
pa3BnTUSa AT 06CrIenyeMoMy XenaTeNbHO UCKIoYN T
KYPEHWe 1 CHU3WTb noTpebneHue ankorons. Mpu
HanMumm nommopduama reHa CYPTA2 pekomeHayeTcs
OorpaHu4YnTb NoTpebneHune kode.



3akouyeHue

Mbl XxOoTenu bl NOOYEPKHYTb, YTO OTYET HOCUT
MHOOPMALIOHHDIM XapakTep. HecMoTpsa Ha TO, UTO BCS
MHOOPMaLMS B AAHHOM OTYeTe GasmpyeTcs

Ha Hay4YHbIX CCNeaoBaHWSAX, 9TV OaHHbIEe He OO KHbI
MCMOIb30BATHCS CNELMANCTOM M APYrMA TNLIAMA
01 OVarHOCTUKM 3a001EBaHMIN 1 TEKYLLErO
COCTOSIHWS 300POBbA.

Ha ocHoBe [HK-aHanmsa MoOXXHO OenaTtb BbIBOL,

O reHeTUYecKM OBYCIOBIEHHbIX OCODEHHOCTSX
OpraHM3aMa 1 MHOMBKOYa bHbIX 3GOEKTOB CpefoBbIX
BO30eNCTBUM. [Py 3TOM, BIMSIHWE BHELLHMX GakTOpOB,
TaKMX KaK cpefa, MpobpeTEeHHbIE XPOHMYECKe
3ab01eBaHUs, B JAHHOM OTYETE YYEeCTb HEBO3MOXHO.
MHTepnpeTaumio pesynsratoB aHanmaa
peKOMEeHOO0BaHO NPOBOANTL C y4EeTOM aHaMHe3a

M TEKYLLENO COCTOSAHMS 300P0OBbs O6CenyemMoro.

>Kenaem BaM 1 BawmM obcnemyemMbIM 300POBbS
1 Gnarononyuus!



