MAHEJTN PENPOOYKTUBHOIO
300POBbA B JIABOPATOPUW GENETICO

MyTauusa/ JNokyc/ MyTtauna/
nonumop¢dusm reH nonumop¢$usm

RAMP1

FTO

TBC1D4

SERPINA12

THADA

DENND1A

LHCGR

FSHR

ESR1

ADAMTS19

BMP15

BRSK1

MTHFR

MTR

MTRR

AGT

NOS3

HRG

F5

F2

SERPINE1 (PAIT)

FGB

F7

F13A1

ITGB3

F11

F12

GP6

SERPINC1

GP1BA

CYP4V2

c.191+1243C>T

€.1364+57151G>A AMHR2

€2728+1132A>G SRY

9.76257067A>G DNAI1
KAL1

€.4059-13560T>G
c.183-5111T>C
€.303-7710C>T
c.132+4911A>C
€.162-1595C>T
€956+11510C>T
€453-397T>C
€.3295-13866G>T
€.202C>T (p.Arg68Trp)
€318-519T>C
€.665C>T (p.Ala222Val)
¢.1286A>C (p.Glu429Ala)
€.2756A>G (p.Asp919Gly)
C.66A>G (p.lle22Met)
<.803T>C (p.Met268Thr)
€.894T>G (p.Asp298Glu) (GHIR
c-813C>T
¢.1019A>G (p.His340Arg)
¢.610C>T (p.Pro204Ser)
c.1601G>A (p.Arg534Gln)
C*97G>A (20210G>A)
c.-821_-820insG
C.-463G>A (-455G>A)
c-156C>T
€.1238G>A (p.Arg413Gln)
c.103G>T (p.Val35Leu)
¢.176T>C (p.Leu59Pro)
c.1481-188C>T
c-4T>C
€.655C>T (p.Pro219Ser)
CcA1+141G>A

HFE
C.482C>T (p.Thr161Met)

€775C>A (p.GIn259Lys) AR

AZFa (SY1316, SY86), AZFb (SY1196,
SY1235,SY1237, SY124, SY1302, SY142),
AZFc (SY254, SY255)

€.1326_1352del27

del -/+

C.1543G>A

C.1540G>A
€.1521_1523delCTT
c.350G>A

c617T>G

€.3454G>C

c.1624G>T

C.1652G>A

€3909C>G

C.3846G>A

€.3844T>C

C.489+1G>T (621+1G>T)
€.3717+12191C>T (3849+10kbC>T)
€.2988+1G>A (3120+1G>A)
€.1519_1521delATC
C.1766+1G>A (1898+1 G>A)
c.1040G>T

€.1000C>T

dele2,3 (del21kb)
c.1545_1546delTA
c.2012delT

€.262_263delTT (p.Leu88llefs)
c.3691delT
€412_413insACT (p.Leu137_Leu138insHis)
C.472insA (604insA)
€.3816_3817delGT
€3587C>G

C274G>A

€.3140-26A>G (3272-26A>G)
c.3883delA

€.3890_3891insT

€3014T>G

€.3140-16A>G (3272-16 T>A)
€.2834C>T

IVS8-(TG)n

IVS8-Tn

c.187C>G

c.193A>T

C.845G>A

CAGn B 3k30He 1

AJITOPUTM MNMPOBEAEHNA
OBCJIEAOBAHUA

Ob6palleHre B nabopatoputio
Genetico 8 800 25090 75

? e

Nccnegosanne OHK Ha wmpoknin

3a penpoayKTnBHoOe 340poBbe

Bbigaua na6opaTopHoro 3aKiryveHna

CNeKTp MYTaLlI/IVI B reHax, OTBETCTBEHHbIX

JTABOPATOPUA GENETICO

Genetico* - 3T0 0OAUH U3 KpyMNHenwnx 1abopaTopHoO—
NpPon3BOACTBEHHbIX KOMMNeKcoB B Poccuum (r. Mockea),
MOCTPOEHHbIN No cTaHgapTam GLP, n ¢epepanbHas
ceTb LEeHTPOB B 3HauMmbix ropopax PO - Mockse,
CaHkT-TeTepbypre n KaszaHu.

JlabopaTopus ocHalleHa caMbIM COBPEMEHHbBIM Mef-
LIMHCKMM 060pyA0BaHNEM BefyLMX MUPOBbIX MPOU3-
BOAWTENEN 1 OKa3blBaeT BECb CMEKTP MeUKO-TeHe-
TUYECKMX YCITYT [iNA BPaYel U NaLneHToB:

MpenmnnaHTaLMoOHHAnA reHeTnuYeckas
[ANArHoCTUKA XPOMOCOMHbIX
1 MOHOTEHHbIX 3a601eBaHnM’

HevHBa3mBHbIM NpeHaTanbHbIN TeCT
Prenetix

OnpepeneHve HocMTeNbCTBA CUHAPOMA
NOMKOMN X-XPOMOCOMb!

[eHeTMYeCKUn CKPUHMHE

npuv NoAroToBKe K 6epemeHHocm

TecT Ha OTLOBCTBO
OHKoreHeTuyeckoe obcnegoBaHmne
[eHeTNYECKNI CKPUHMHT HOBOPOXKAEHHbIX

JunarHocTvika HOCUTENbCTBa CMUHAMBHOW
amroTpodun 1 MHoroe apyroe

/fg\ r. Mockaa, yn. ly6kuHa. a.3, kopn. 1

\, 88002509075 @ geneticoru

Jlvuensna N2 J10-77-01-011475

INEATCATPOTBOMOCA SR, OBHCLIMAKORCIBIA R CELAAICT

enetico

Jlabopamopus u MedQUYUHCKUe yeHmpbl

OHK-ONATHOCTUKA
MYXCKOra'u MKEHCKOIQ
BECNN1OAuA

leHeTMUYeCKMe 0COBEHHOCTU
Henb3s NCNPaBUTb,

HO KOMNNeKCcHoe obcnefoBaHme
1 MPaBUIbHOE NeYeHne fagyT
BO3MOHOCTb 3a6epeMeHeTb

1 POANTb 3[0POBOro pebeHKa




FTEHETUYECKWE ®AKTOPbHI
MY CKOro bECriognmAa

M3MeHeHMsA My>KCKOro reHoma MOoryT NMpuUBOAUTb
K HapylleH/sM MpoLeccoB 06pa3oBaHus, Co3peBa-
HVA N MOABVXXHOCTY CMEPMATO30UA0B, UTO NPOABIA-
eTcA B BMAE YMeHbLIeHWA UX KoJuyecTBa UNIu
NOSB/IEHMA aHOMAJIbHbIX, HE CMOCOBHBIX K OMI0A0T-
BopeHuto, GopM crnepmatosomgoB. Bce 310 moxert
CTaTb NpUYMHON Gecnnogus.

Korga my»KunHe HeO6XOAMMO reHeTUYecKoe
obcnepgoBaHue?

@ npy HAapYyLWeEHUY CriepMaToreHe3a HeACHON 3TUO-
norun

Q@ ey napbl ObIO HECKONBbKO HEYAAUHbIX MOMbl-
TOoK KO

@ Mpu HEeoOXoAMMOCTM onpeneneHns TaKTUKN
noslyyeHna cnepmaTo3onaos B Lukne KO

JHK-0uazHocmuka no3sosum
CKOppekmupo8ame makmuky Jie4eHus
U N08bICUMb €20 3¢htheKMmUBHOCMb

OHK-OUATHOCTUKA
MY?KCKOIO BECMIOAMSA B GENETICO

MpU NCKNIOYEHNN aHATOMUYECKMX, FOPMOHAJIbHbIX
1 MHOEKUMOHHBIX GaKTOpOB My»KCKOro b6ecnnonus,
[aHHOE COCTOAHME MOXET ONpeAenATbCA reHeTnYec-
KUMM HapyLIeHUSMMU.

JNlabopaTtopus Genetico NpoBOAUT aHaNV3 MyTaLuii /
nonumopdunsmoB B 8 reHax m nokyce AZF, oT-
BEYaloLLMX 32 My>CKOe penpoayKTUBHOE 3[0POBbe:

d wnccnepgoBaHue reHoB AZF-pervioHa, oTBeTCT-
BEHHbIX 32 OCHOBHbIE 3BeHbs CepmaToreHesa

d aHanu3 MyTauuii B reHax nosioBon auddepeH-
unposkn AMHR2, SRY

d onpepeneHvie 34 myTtauun / nonumopdrmos
B reHe CFTR, KoTopble MPUBOAAT K BPOXAEHHOMY
HapyLWeHUI0 NMPOXOAMMOCT CEeMABbLIBOAALLNX
NMPOTOKOB

d aHanu3 reHoB KALIT, DNAI1, HFE. Mytaunun B
JIaHHbIX FreHax CNoCOoOHbI BbI3bIBaTb 3a6051eBaHNs,
OAHUM 13 CUMMNTOMOB KOTOPbIX SIBNAETCA
6ecnnogue

d" OMarHoCTMKa MyTauui B reHe AR, npnBoaaLLmX K
pPa3BUTUIO CMHAPOMA HEYYBCTBUTENbHOCTU K
aHOporeHam

TEHETUYECKWE OAKTOPHI
KEHCKOTI'O bECTJIOANA

leHeTNYeCKre HapyLIEHNA Y XKEHLMH MOTYT NPOAB-
NATbCA NMPUBbIYHLIM HEBbIHALWVBaHUEM GepemeH-
HOCTW, @ TaKXe B BUAE TaKMX PacnpOCTPaHEHHbIX
CYHAPOMOB, KaK CUHAPOM MOSIMKNCTO3HbIX AVYHUKOB
N CMHOPOM MpeXAeBPEMEHHOro MCTOLEHUA ANY-
HIKOB.

Korga »eHuunHe HeobXxoAUMOo reHeTnYeckoe
obcnegoBaHue?

eC/In Cilydar CaMoMpoOV3BOSIbHOMO MPepbiBaHKA
6epeMeHHOCTU ObInn 6osee 2-X pa3 noapsaLa

npu 6ECI'IJ10£|,I/II/I HeACHOororeHesa

€CNK 6bII0 HECKONBbKO HeYAaUHbIX MOMNbIToK KO

JIHK-0uazHocmuka 6ecniioous

8 Genetico 8kntoYaem 8 ceba aHaAu3
gcex Mymayuti u NoauMopgu3mMos,
KJUHUYeCKAsa 3Ha4UMOoCmb KOMOpbIX
u3yyeHa u noomeepxoeHa

OHK-IUATHOCTUKA
MEHCKOTO BECMIOAMA B GENETICO

Kak npasuno, AHK-gnarHoctnka npu »KeHCKOM
6ecnnoany HEACHOrO reHesa — 3To aHanu3 GakTopoB
NPeAPacnonoXKeHHOCTU K Tpombodpunmam. Ho reHe-
TUYECKUX MPUYMH [JAHHbIX COCTOAHWUIN FrOpasfo
6onblue.

MmeHHO nosTtomy nabopatopusi Genetico nposoant
KOMNJieKCHoe obcnefoBaHne, KOTOpOe BKIOYAET B
cebaunccnenoBaHve 39 nonumop$unsmMoB B 32 reHax:

aHanu3 reHoB: RAMP1, FTO, TBC1D4, SERPINAT12,
THADA, DENND 1A LHCGR,FSHR, ESR1,
ADAMTS19, BMP15, BRSK1, AR. Monumopdunsmbl
B 3TMX FeHax acCoLMMpPOBaHbl C MOBbILLIEHHbIM
PVCKOM pa3BUTKA CUHAPOMOB MOANKUCTO3HbIX
ANYHVKOB U MPeXAeBPeMEHHOro MCToWeHnA
ANYHNKOB

nccneposaHne reHos MTHFR, MTR, MTRR,
MyTaLuy B KOTOPbIX OTBevatloT 3a dopmmpo-
BaHMe MOPOKOB Pa3BUTUA U XPOMOCOMHbIX
3aboneBaHuiny nnopaa

aHanu3 reHos: AGT, NOS3, HRG, F5, F2,
SERPINE1(PAI1), FGB, F7, F13A1, ITGB3, F11, F12,
GP6, SERPINC1, GP1BA, CYP4V2. MyTtauun B
JaHHbIX FeHax acCoLMNPOBaHbI C MOBbILLEHHbIM
pVICKOM TPOMO0OOpa3oBaHUA 1 Pa3NINYHbIX
OC/NTOXXHEHUN BO BpemMsA G6epeMeHHOCTH
(Hanpumep, recto3oB)
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