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A3oocniepMust

AR AnpporeHoBsli peLienTop

AHIpPOTEHOBEIH PEHENTOP (TAKKEe M3BECTHHIA Kak PELenTop MAMTHAPOTECTOCTEPOHA) SBIAETCA AACPHBEIM TOPMOHAIBHBIM
peuenropoM knacca NR3C, koTopbiii BKIIO9aeT B cefs Takke PEHENTOPH K MHHEPAJOKOPTHKOMJaM, MPOTECTEPOHY H
TIIOKOKOPTHKOMIAM. AHAPOrEeHOBBIH PELENTOp IKCIPECCUPYETCS B KOCTHOM MO3I'e, MONOYHBIX JKeNe3ax, MPelCcTaTeIbHOH
Axenese, CEMEHHMKAX M MBIIIEYHON TKaHH, Te OH CYLISCTBYeT B BHAC AMMEDOB, CBA3aHHBIX ¢ Oenkamu Hsp%0 u HMGB,
KOTOpEIE BIHAIOT Ha B3@HMOJCHCTBHE PENenTopa ¢ THTaHAaMH. AKTHBMPOBAHHEIH PENENTOP CBA3LIBACTCA C TEHOMHBIMH
371€MEHTaMM OTBETZ, 2 MMEHHO C HHBEPTHPOBAHHOMN [ANHHAPOMHOH MOCIEIOBATENBHOCTEIO, PErYIHMpYA, TaKuM 00pasoM,
TPAHCKPHIIIMIO TeHOB. Jpyrof yTh BIMAHKI Ha SKCIPECCHIO - B32aUMOIEHCTBHE aHIPOreHOBOr0 perenTopa ¢ dakropamu
TpaHCKpUIIHH, B ToM gucne AP-1, NF-kappaB u STAT. IlenessiMy reHaMH aHIPOT€HOBOTO PELENTOPa ABIAIOTCA HHCYIH-
HomonoOHsIH (akrop pocta-1 (IGF-1) 1 reHsl, OTBETCTBCHHBIE 32 PA3BHTHE NIEPBUYHBIX M BTOPHYHBIX MYMCKHX IOJIOBEIX
TIPH3HAKOB, MOAJEPKAHNE MONOBOH (YHKIMH H arpecCHBHOE IOBE/ieHHe. BpOXIeHHEE MYTalHK B TCHE aHIPOTEHOBOrO
PELENTOpa CEA3aHEL ¢ CHHAPOMOM PE3HCTEHTHOCTH K aHAPOreHaM (CHHIpPoM Moppuca), MyKeCTREHHOCTBIO H COMHOBY b
GapHoii MeneuHoH aTpodueii (Gonesns Kennenn). MameHeHHe YPOBHA 3KCIIPECCHH aHAPOTEHOBOTO PELICTITOPA XapakTepHO
IU1A Tpoliecca pa3sBHTHA paka NpefcTaTe/bHOH Keleskl.

Bapuant AR: (CAG)n repeat; (3bp)n, Short/Long Kar NeS-0018/04
TFemorum L
Pucx  Bricokuit
Ten AZFa; DYS148; XGPY ®Dakrop azoocnepmpn; XGPY - Xg mceBforeH, cuereHHsH ¢ X-xpoMocoMol

DyHKIUA TeHa

AZF-o6nacts (Azoospermia factor region — o0nacTs (haxkTopa a300CIEPMHH) PAcIoNaraeTcd B B JTHHHOM TUIETe MYXKCKOH
Y XpoMmocoMEI, Y( H COTEp)HT GONBIIOE KOTMYECTBO TEHOE, OTEETCTECHHEIX 32 BHIPADOTKY H PasBHTHE CHICPMATO3OHIIOB,
u BKIo4aeT 3 nokyca — AZFa, AZFb u AZFc.

Bapuanr AZFa; DYS148; XGPY (AZF microdeletions; AZFa; sY86) Kar NeS-0151/02
Temorun DYS148+
Puck CpenHenonynsuHOHHBLH
Ten AZFa; USP9Y dakrop azoocmepmuu; USPIY - Cnenmduunas Kk yOUKBATHHY HenTHiasa 9, cuenieHHas ¢

DyHKOMA I'eHa

Y-xpomocoMoi

AZF-o6nacts (Azoospermia factor region — obnacTs (akTopa a300CHEpPMHH) PACIIONATaeTCsA B B ATHHHOM IUIEYE MYMKCKOH
Y xpomocoMsl, Yq H CONepKHT GOBIIOE KONMUECTRO FEHOB, OTBETCTBEHHEIX 32 BEIPabOTKY M PasBHTHE CIIEPMATO30HIIOB,
H BKmogaer 3 jgokyca — AZFa, AZFb u AZFc.

Bapuaut AZFa; USP9Y (AZF microdeletions; AZFa; sY84) Kar NeS-0151/01
Tenorun  USP9Y+
Puck CpensenonmynanHOHHbBIH
Ten AZFb; DYS218 daxrop asoocnepmum; DYS218 - human STS DYS218, sequence tagged site

DYHKOHS [eHa

AZF-obnacts (Azoospermia factor region — 061acTs (hakTopa a300CTIEPMHH) PAcHONAraeTcs B B ITHHHOM TIIeYe MYMKCKOH
Y XpoMocOMEL, Yq M CONEpIKHT GOJIbIIOE KOMMYECTEO FEHOB, OTBETCTBEHHBIX 32 BEIPabOTKY H pa3BHUTHE CIIEPMAaTO30H/IOB,
u Bmogaer 3 mokyca — AZFa, AZFb u AZFc.

Bapuant AZFb; DYS218 (AZF microdeletions; AZFb; sY127) Kar NeS-0151/03
Teworun DYS218+
Puck  CpenHenomynsiiHOHHIH
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Ten AZFb; DYS224 daxrop asoocnepmuu; DYS224 - human STS DYS224, sequence tagged site
Dynxuus reHa  AZF-obnacts (Azoospermia factor region — o6macTe dakTopa a300CIepPMHH) PacIoNaraeTca B B JUTHHHOM IIIEYe MY>KCKOH
Y xpomocomsl, Yq H COAEpPKHT GOMBIIOE KOMMYECTBO I'eHOB, OTBETCTBEHHBIX 32 BRIPAOOTKY H PasBHTHE CIIEDMATO30HIOB,
u BkInogaer 3 nokyca — AZFa, AZFb u AZFc.
Bapuanr AZFb; DYS224 (AZF microdeletions; AZFb; sY134) Kar NeS-0151/04
Tenorun DYS224+

Pucxk CpenHenomysIuOHHbIH

Ten AZFb; RBMY1D ®akrop asoocnepmun; RBMY 1D - Benok, ceassisaronaii PHK, cemeiictso 1, menTum
D
@yHKOuSA reHa  AZF-ob6nacts (Azoospermia factor region — ofnacts dakropa a300CIEpPMHE) PAcrONAraeTcs B B AJTHHHOM ILUIEYE MYIKCKOH
Y xpomocomsl, Yq # conepikuT GOMIBIIOE KONMMYECTBO F€HOR, OTBETCTBEHHEIX 3a BEIPAOOTKY H Pa3BHTHE CIIEPMATO30HIOR,
u Brrogaer 3 noxyca — AZFa, AZFb u AZFc.
Bapuant AZFb; RBMY 1D (AZF microdeletions; AZFb; sY143) Kar NeS-0151/05
Temorum RBMY1D+

Puck CpenuenomyaHOHHBIA

Ten AZFc¢; CDY1B ®akrop asoocnepmun; CDY 1B - Xpomomomen Y1
@yHKknusg reda  AZF-obnacts (Azoospermia factor region — 06nacTs Qaxropa a300CnepMuK) PacONAraeTcs B B JUIMHHOM ILIEYE MY>KCKOH
Y xpomocomsl, Yq ¥ CONEPIHT GONBIIOE KOMHIECTBO FEHOB, OTBETCTBEHHEIX 33 BRIPAGOTKY H Pa3sBHTHE CIICPMAaTO30HI0E,
H Biurowaer 3 noxyca — AZFa, AZFb u AZFc.
Bapuanr AZFc; CDY1B (AZF microdeletions; AZFc; sY157) Kar NeS-0151/06
Tenorun CDY1B+

Puck  CpensenonynsuyMOHHBIA

Ten AZF¢; DAZ1 daxrop asoocnepmun; DAZ] - Ilpotenn 1, neneTHpyeMslii IpH a300CHepMEY
@yHKIHA reHa  AZF-obnacts (Azoospermia factor region — 06nacts daxTopa a300cnepMEH) PaclonaraeTcs B B JIHHHOM ILIeYe MYXKCKOH
Y xpomocomsl, Yq ¥ cofiepuT GONbIIOe KOMHYECTRO [EHOB, OTBETCTBCHHEIX 32 BHIPAGOTKY M Pa3sBHTHE CHEPMATO30MIOB,
M BKIIO4aCT 3 nokyca — AZFa, AZFb u AZFc.
Bapuantr AZFc; DAZ1 (AZF microdeletions; AZFc; sY254) Kar NeS-0151/07
Iemormm DAZI1+

Puck CpengHenomynauOHHBIH

Bapuanr AZFc; DAZI (AZF microdeletions; AZFc; sY255) Kar NeS-0151/08

T'enornn DAZ1+
Puck CpexHenomynsanHOHHELIH

Ten CFTR Perynarop TpascMemOpaHHOil IpOBOTHMOCTH NIPH MYKOBHCIIAIO03€E
Dynkuus resa  en CFTR (cystic fibrosis transmembrane conductase regulator, perynsarop TpancMeMOpaHHOH NPOBOAUMOCTH [IPH MYKO-
BHCIHI03€) JIOKanU308ad B 7-H xpoMocoMe (7q31-32), ero pasmep cocrasnsger 250 000 map HYKIEOTHZOB, TeH BKIIOYAET
27 sx30H0B. CoCTOMT H3 2 TpancMeMOpanHsX H 2 ATO-CBA3BBAIOMHAX JOMEHOB,| PA3[EIeHHBIX PEIYIATOPHEIM JOMEHOM.
3penas marpuunas PHK coctout u3 6500 ocHoBaHuii, xomupys noﬂunemm{y}b nens AIHHOH 1480 aMHHOKHMCIOTHBIX
ocrarkos. PU3HONOTHYeCKas PO/lb H CTPOEHHE NepBHYHOro Genka (TpaHcMeMOpaHHOro PeryiIITopa IPOBOIMMOCTH) XOPO-
IO H3Y4EHBI, YTO H MO3BOIMIO PAacIIH(POBATE MHOTHE CTOPOHBI IATOTEHE3a MYKOBHCIH/03a. DKCIPECCHS IeHa OrpaHH-
YeHa ITaBHLIM 06pasoM STHTENHATEHEIME KileTkaMH. B HamGonbmeif cTemeHH 3KCHPECCHS MPOSBIACTCS B 3K3OKDHHHBIX
JKeNe3ax (CITFOHHBIX, TODKCIYROTHOH M ITOTOBHIX), CEMCHHMKAX M KHIICYHHKe. B smuTennu merxux reH crabo ¢yHKUIH-
OHHpYeT, XOTA He(GeKT XJIOPHAHOTO TPAHCIOPTa TaM 4YeTKO BhpaxeH. B rene MykoBHcnuzosa obHapyxeHo okono 900
MyTauui, u3 HuX okono 200-300 paror maronoruueckui 3ddekt (MHCCEHE, JeNelHH, HOHCEHE, CABUT PAMKH CHHTHIBAHUA,
HAapyUICHHS CIIaliCHHTa).
Bapuantr F508Del; delta508; [Delta F508] Kar NeS-0029/02
Tenorun Ins/Ins
Pucxk  CpenHenomynsaiHoHHbIH

Bapumantr 21-KB Del; CFTRdele2,3(21kb) Kar NeS-0029/14

Tenorun Ins/Ins
Puck CpenHenonynsaHOHHBIA
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BapuanTt
TenoTun
Puck

Bapuanr
T'eHoTHO
Puck

Bapuanr
TenoTHn
Puck

Ten
DyHKIHUA TeHa

Bapuanr
TenoTun
Puck

Ten
@yHKIUA resa

Bapuanr
lenoTnn
Puck

Ten
DyHKIUHS reHa

rs121908812 g.117592179del; c¢.2012del; p.Leu671Ter; 2143DelT Kar NeS-0029/07
Ins/Ins

CpenHenonmynAIHOHHBIH

G551D; Gly551Asp; [1652G>A; G511D] Kar NeS-0029/19
Gly/Gly
CpenHenomysoHHbIH
Trp1282Ter; W1282X Kar NeS-0029/04
Trp/Trp

CpenHenonynsiHOHHBIH

NRS5A1 Anepusiit penentop, monceMeicTeo 5, rpymma A, merraxn 1

Ten NRSAl xomupyer creponporeHusiii daxrop-1 (SF-1), mrpaiomuii cymecTBEHHYIO PONb B PasBHTHH THIIOTAIamo-
rEno¢U3apHO-HAANOIETHHKOBOH H THIIOTAIaMO-THIIO(HM3aPHO-TOHAJHOH CHCTeM, KOHTPOJMPYS 3KCIPECCHI0 MHOTHX BXO-
qaumyx B HUX reHoB.bemokx SF-1 akcrmpeccHpyeTcs B CTEPOMAOTEHHBIX TKaHAX OpraHM3Madenoseka. Mytamum NRSA1
00HAPY)KHBAIOTCSA OPHOTH3UTENBHO ¥ 4% MY)XIHH ¢ TUKEN0H HIHONATHYECKOH HENOCTaTOYHOCTHI0 CIIEPMATOreHes3a.
Arg255Leu ‘ Kar NeS-0563/01
Arg/Arg

CpenHenonynaurOHHbIH

SRY; Y-control ®axrop azoocnepmum; SRY - Perron Y-XxpOMOCOMEI, ONpeesioniiii mom

AZF-0bnacts (Azoospermia factor region — obnacts akTopa a300CIepMHM) PACIONaraeTcs B B JIHHHOM ILIede MYKCKOH
Y XpOMOCOMEBIL, Yq H CONEPHKHUT 6oMNBII0E KOTHYECTRBO TE€HOB, OTBETCTBCHHBIX 34 Bmpaﬁo’rlcy H Pa3sBHTHE CIICPMATO30HI0E,
u BKIIO9aeT 3 nokyca — AZFa, AZFb w AZFc.

AZF microdeletions; SRY; Y-control (AZF microdeletions; Y control marker)
SRY+

CpeqHenomyIIAIHOHHBIH

Kar NeS-0151/09

ZFY; XY-control ®axrop azoocnepmun; ZFY - JJHK cpassBaronme GeIKH "IHHKOBBIE NaTbLb"

AZF-o6nacts (Azoospermia factor region — 061acTs QakTopa a300CIEPMHH) PACIIONATAETCA B B [UTHHHOM IDIEYE MYMKCKOH
Y xpomocomsl, Yq H COAEPKUT GONBIIOE KOIMIECTBO IeHOB, OTBETCTBEHHBIX 32 BEIpAOOTKY H pasBHTHE CIIEPMaTO30MMIOB,

u BKIOuaeT 3 gokyca — AZFa, AZFb u AZFc.

Bapuant AZF microdeletions; XY control marker Kar NeS-0151/10
Tenorun ZFY+
Puck CpeaHenomysiuoHHbIH
I'en Hasganmue rena Bapuant Ievorun | Puck
AR AHAPOTEHOBLIH PELENTOp AR: (CAG)n repeat; (3bp)n, | L Bricokuii
Short/Long
AZFa; ®@axrop azoocnepmun; XGPY - Xg nces- | AZFa; DYSI148; XGPY | DYS148+ | CpennenomynsimHOHHBIH
DYS148; JIOTeH, CILEIUIEHHEBIH ¢ X-XpoMOocoMok (AZF microdeletions; AZFa; 1
XGPY sY86) !
AZFa; ®axTop aszoocmepmuu; USPYY - Coe- | AZFa; USP9Y (AZF | USP9Y+ CpeHenomynsIHOHHBIH
USP9Y mpHdHas K YOHKBHTHHY nenTumaza 9, | microdeletions; AZFa;
CIIENNeHHasd ¢ Y-XpOMOCOMOH sY34)
AZFb; @akrop azoocnepmuy; DYS218 - human | AZFb; DYS218  (AZF | DYS218+ | Cpennenony/isuoHHbIH
DYS218 STS DYS218, sequence tagged site microdeletions; AZFb;
sY127)
AZFb; @akTop aszoocnepmum; DYS224 - human | AZFb; DYS224  (AZF | DYS224+ | CpenHenomysisOHHbIH
DYS224 STS DYS224, sequence tagged site microdeletions; AZFb;
sY134)
AZFb; Pakrop azoocnepMur; RBMY 1D - Benok, | AZFb; RBMYID (AZF | RBMY1D+| CpeasenolryiAlHoHHbIH
RBMY 1D | cessemarommii PHK, cemeiicteo 1, men- | microdeletions; AZFb;
T D sY'143)
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I'en Ha3zpaHue reHa BapuanTt Tenotun | Puck
AZFc; @axrop aszoocnepmun; CDY 1B - Xpomo- | AZFc; CDY1B  (AZF CPY]B+ CpenHenonyAsAIHOHHEIA
CDYI1B momeH Y1 microdeletions; AZFc; N
sY157)
AZFc; @axrop asoocnepmuy; DAZ1 - Ilporenn | AZFc; DAZ1 (AZF | DAZ1+ CpenHenomyisHOHHbIH
DAZI1 1, meneTHpyeMBIi IpH a300CIePMHUH microdeletions; AZFc;
sY254)
AZFc; Pakrop azoocmepmun; DAZI - Tlporenn | AZFc; DAZI (AZF | DAZ1+ CpenHenomynanHoHHEIH
DAZI 1, neneTHpyeMBIit TIpH a300CTIEPMHH microdeletions; AZFc;
sY255)
CFTR Perymarop TpancMeMmOpamno# mpoBomu- | F508Del; delta508; [Delta | Ins/Ins CpenHenomyIAIHOHHEI
MOCTH IIPH MyKOBHCIIHI03€ F508]
CFTR Perynstop TpancMemOpanno# mposomu- | 21-KB Del; | Ins/Ins CpenHenomynsaHOHHBIH
MOCTH IIPH MYKOBHCLHI03€ CFTRdele2,3(21kb)
CFTR Perynatop TpaHcMemOpaHHOH mpoBomd- | rs121908812 Ins/Ins CpenHenomyIAIHOHHEIH
MOCTH IIPH MyKOBHCLIHIO3€ £.117592179del; c¢.2012del;
p-Leu671Ter; 2143DelT
CFTR Perynstop TpancMemOpaHHOM mnposoan- | G551D; Gly551Asp; | Gly/Gly CpeaHenomy AL HOHHBIH
MOCTH NPH MYKOBHCLIH03€ [1652G>A; G511D]
CFTR Perynarop TpaHcMemOpanHOH mnpoBomu- | Trpl282Ter; W1282X Trp/Trp CpenHenomy/ A OHHbIH
MOCTH [IPH MYKOBHCLIH03€
NR5ALI SAnepusiii peuenrtop, mnoxcemedicteo 5, | Arg255Leu Arg/Arg CpenHenomyaoHHbIH
rpynmna A, nentua 1
SRY; daxrop azoocnepmuu; SRY - Permom Y- | AZF microdeletions; | SRY+ CpensenomynsHOHHbIH
Y-control | XpOMOCOMSI, ONPENENAIOLIMH [0 SRY;  Y-control (AZF
microdeletions; Y control
marker)
ZFY;, XY- | ®akrop azoocuepmuy; ZFY - JHK cei- | AZF microdeletions; XY | ZFY+ CpeaHenomyIaIHOHHEIH
control 3RIBAIOIIME OENIKH "HHKOBEIE MAIBIBI" control marker
3axnouenue
AR(AR: (CAG)n repeat; (3bp)n, (CAG)n; Bapuant L rme n>22 (n=24). He3HauuTeNbHO INOHIKEHHAS TyBCTBHTCIIE-
Short/Long) HocTh K aHpporeHaM. KommuectBo CAG-moBTopoR B reHe AR y myxuwmn oOpar-

AZFa; DYS148; XGPY(AZFa; DYS148;

XGPY (AZF microdeletions; AZFa;
sY86))
AZFa; USP9Y(AZFa; USP9Y (AZF

microdeletions; AZFa; sY&4))

AZFb; DYS218(AZFb; DYS218 (AZF
microdeletions; AZFb; sY127))

AZFb; DYS224(AZFb; DYS224 (AZF
microdeletions; AZFb; sY134))

HO KOppeNHpYeT ¢ TPAHCKPHIITHOHHOHW aKTHRHOCTBIO aHAPOTEHOBOTO PEIENTOpa.
MysxauHsl, iMerompe donsimoe konuaecTso CAG-TTOBTOPOB HCIBITHIBAIOT KIMHHYE-
CKOE CHIDKEHHE UyBCTBHTEIBHOCTH aHIPOreHoBrIX penentopos. Komugectso CAG-
MIOBTOPOB B TeHE aHAPOICHHOTO PELEnTopa CBS3aHO ¢ MYKCKHM OecIuionmeM, BEI-
3BAaHHEIM HApPYILCHHEM CIEPMATOTeHes3a. ¥ MY:K4YMH ¢ KOTHYECTBOM IIOBTOPOB >20
PHCK PasBUTHA a300CIEPMUH HIM OJHI0300CIIEPMHH B CPeHEM B 6 pa3 BHINIE, YEM
y (epTHIBHBIX MYKYMH. YBeIHYEHHE KOTHYECTBA TIOBTOPOB >38 NpHBOAMT K pPa3Bu-
THIO cIHHOOYNBEOApHOMH MEIMIeuHo# atpodun (Tin Kennemnn).

BEIsSBIEHHBH TEHOTHUII [T0 YKA32aHHOMY BapDHAHTY TeHa HE CBS3aH C PHCKOM PasBHTHA
OTHCHIBAEMOTO (DEHOTHIIA.
BLIABICHHEIH FEHOTHII [10 YKA3aHHOMY BapHAHTY TeHa HE CB3aH C DUCKOM PA3BHTHA

OIHCHIBAEMOTO (DEHOTHIIA.

BeusiBieHHEIH TEHOTHII 10 YKa3aHHOMY BapHAHT]Y T€Ha HE CBA3aH C PHCKOM PasBHTHS
OIHCBhIBaEMOTO (heHoTHIIA,

BEISBIIEHHBIH TEHOTHIT 110 YKa3aHHOMY BAPHAHTY I'eHa HE CBA3aH C PHCKOM Pa3sBHTHA
OITHCBIBAEMOTO (hEHOTHIIA.
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AZFb; RBMY 1D(AZFb; RBMY1D (AZF BrIgpneHHBIH TeHOTHII 10 YKa3aHHOMY BapHaHTY I'eHa He CBA3aH C PHCKOM Da3sBHTHI
microdeletions; AZFb; sY143)) OIHCBEIBAEMOT0 (heHOTHIIA.

AZFc; CDYIB(AZFc; CDY1B (AZF BeIABICHHBIH IEHOTHII [10 YKa3aHHOMY BapHaHTy I'¢Ha HE CBA3aH C PUCKOM pa3BUTHS
microdeletions; AZFc; sY157)) OIMCHIBAEMOTO (DEHOTHIIA.

AZFc; DAZI1(AZFc; DAZ1 (AZF BrIABIeHHBIH I'eHOTHII 10 YKa3aHHOMY BapHaHTY I'eHa He CBA3aH C PHCKOM Pa3BHTHAL
microdeletions; AZFc; sY254)) OIMMCHIBAEMOTO (DEHOTHIIA.

AZFc; DAZI1(AZFc; DAZ1 (AZF BrlsBneHHBIH I'eHOTHII IO YKa3aHHOMY BapHaHTY TeHa He CBA3aH C PHCKOM Pa3BHTHA
microdeletions; AZFc; sY255)) OTIMCHIBAEMOTO (eHOTHIIA.

CFTR(F508Del; delta508; [Delta F508]) BrisBieHHBIH FeHOTUII [10 YKa3aHHOMY BapHaHTy IeHa He CBA3aH C PUCKOM Da3BUTHA
OImMChIBaeMoro (GeHoTHIa.

CFTR(21-KB Del; CFTRdele2,3(21kb)) BrlisiBJIeHHBIH I'EHOTHII [10 YKa3aHHOMY BapHAaHTY I'€Ha HE CBA3AH C PHCKOM Da3BUTHA
OIHCHIBAEMOr0 (PEHOTHIIA.

CFTR(rs121908812 2.117592179del; BrrgBneHHEIH FeHOTHII II0 YKa3aHHOMY BapHaHTy I'eHa HE CBS3aH C PHCKOM Pa3BMTHA
c.2012del; p.Leu671Ter; 2143DelT) OIHCHIBAEMOTo (eHOTHIIA.
CFTR(G551D; Gly551Asp; [1652G>A; BeisBiacHHbLH T'eHOTHII 10 YKa3aHHOMY BapHaHTY '€Ha HE CBA3aH C PUCKOM Pa3BHTHA
G511D]) ONMCHIBAEMOTO (DEHOTHIIA.
CFTR(Trp1282Ter; W1282X) BEIABIEHHELH T@HOTHIT 110 YKa3aHHOMY BapHaHTY TeHA He CBS3aH C PHCKOM Pa3BHTHS

OITHCBEIBAEMOT O Q)GHOTHTIE.

NR5A1(Arg255Leu) BrisBneHHBIN TEHOTHII [10 YKa3aHHOMY BapHAHTY I'€HA HE CBA3aH C PHCKOM Pa3BHTHI
OIMCHIBAEMOr0 (hEHOTHIIA.

SRY; Y-control(AZF microdeletions; SRY; Heneumn SRY-pernona Y-xpoMocoMEI He 0GHapy>KeHO.
Y-control (AZF microdeletions; Y control

marker))

ZFY; XY-control(AZF microdeletions; IlpucyctByer u Ha X, M Ha Y xpomocome. Jlenenus He oOHapy»KcHa.
XY control marker)

Hara: 12.04.2018 Bpau : IMonnuce:
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