CHROMOLAS

Hay4HOo-nabopaTopHbIN KOMMIEKC

Pesynbrar uccnenoBanus Ne

DUO:

Hara poxaeHus:

Iom:

Jara B3aTus Onomarepuaa:
Jara perucrparuu:

Bpau:

Bbuomarepuan: kpoBb

Hccrenosanne HapymieHuss Myxckoii ¢pepruibHocTH. AHAIN3 yucjia CAG-noBTOpoB B
reHe aHaporeHoBoro peuentopa (AR), yacteie genenun B AZF Jokyce,
yactbie myrauuu B reie CFTR

®enorun  A300cnepMHsA

Pesyabrar:
I'en Ha3sBanue rena Bapuant I'enorun | Puck
AR AHZIPOTEHOBHIH PELENTOp (CAG)n repeat S CpenHenonyssyOHHbIH
AZFa; ®axrop azoocnepmun; XGPY - Xg nces- | DYS148; XGPY (AZF | DYS148+ | CpenHenomyiisiiMOHHBINA
DYS148; JIOTeH, CUEIUICHHBIH ¢ X-XpOMOCOMOM microdeletions; AZFa;
XGPY sY86)
AZFa; ®axrop azoocmepmuu; USPI9Y - Cme- | USP9Y (AZF | USP9Y+ CpenHenonyssyuOHHbBIH
USP9Y mupuuHas k yOukBuTHHY nenTtupasa 9, | microdeletions; AZFa;
CLEIIEHHAsA ¢ Y-XpOMOCOMOMH sY84)
AZFb; ®axrop asoocnepmuy; DYS218 - human | DYS218 (AZF | DYS218+ | CpenHenomysinuOHHBIH
DYS218 STS DYS218, sequence tagged site microdeletions; AZFb;
sY127)
AZFb; ®axrop azoocnepmuy; DYS224 - human | DYS224 (AZF | DYS224+ | CpenHenomyssinyOHHBIA
DYS224 STS DYS224, sequence tagged site microdeletions; AZFb;
sY134)
AZFb; ®axrop azoocnepmur; RBMY 1D - Benok, | RBMY 1D (AZF | RBMY1D+| CpenHenomyasriOHHbBII
RBMY 1D | ceasmBarommii PHK, cemeiictBo 1, mem- | microdeletions; AZFb;
THn D sY143)
AZFc; ®axkrop azoocnepmun; CDY 1B - Xpomo- | CDY1B (AZF | CDY1B+ | Cpeanenomy/siiAOHHBIH
CDY1B nomeH Y1 microdeletions; AZFc;
sY157)
AZFc; ®axtop asoocnepmuyu; DAZ1 - Ilporeun | DAZ1 (AZF microdeletions; | DAZ1+ CpenHenonyssnyuOHHbIH
DAZ1 1, neneTupyeMelii IpyU a300CIIEPMUH AZFc; sY254)
AZFc; ®axrop azoocnepmun; DAZ1 - Ilporenmn | DAZ1 (AZF microdeletions; | DAZ1+ CpenHenonyIaOHHEII
DAZ1 1, neneTupyemslii IpH a300CIIEPMHUU AZFc; sY255)
CFTR Perynsatop TpancmemOpanHoit mpoBomu- | ¢.2143delT; p.Leu671Ter; | Ins/Ins CpenHenonyssiuOHHbIH
MOCTH IIPH MYKOBHCIIII03€ L671X
CFTR Perynsarop tpancmemOpanHO#H mpoBomu- | ¢.1521 1523delCTT; Ins/Ins CpenHenonyssinyuOHHbIH
MOCTH IIpH MYKOBHCIH03€ p-Phe508del; F508del
CFTR Perynsarop TpancmemOpannoit mposoxu- | 21-KB Del; | Ins/Ins CpenHenonyssnyuOHHbIH
MOCTH IIPH MYKOBHCIHI03€ CFTRdele2,3(21kb)
SRY; ®axrop azoocnepmun; SRY - Peruon Y- | Y-control (AZF | SRY+ CpenHenomyIsIOHHbIH
Y-control | XpoMOCOMEI, OTIpEIEIAFONIHI 10T microdeletions; Y control
marker)
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Ten Ha3sanue rena Bapuant I'enorun | Puck

ZFY; XY- | ®axrop a3zoocnepmuu; ZFY - JJHK cea- | XY control marker ZFY+ BHyTpeHHHHI KOHTPOJIb-

control 3BIBAIONIKE OCJIKA "IIMHKOBEHIC TATBIHI’ HBIif MapKep
Pacwugppoexa puckos:

puck «lIpomexmuenwitiy — OR 0-1; puck «Cpeonenonyrayuonnviiiy — OR 1; puck «llosviwmennvitiy — OR 1-3; puck «Buvicoxuiiy — OR 3-5.
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3akaioueHue

AR((CAG)n repeat)

AZFa; DYS148; XGPY(DYS148; XGPY

(AZF microdeletions; AZFa; sY86))

AZFa; USPI9Y(USPOY
microdeletions; AZFa; sY84))

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

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

AZFb; RBMYID(RBMY1D
microdeletions; AZFb; sY143))

(AZF

(AZF

(AZF

(AZF

CHR AB

Hay4yHO-NabopaTopPHbIN KOMMMEKC

I'er AR xogmpyer 6e10K aHAPOTEHHOro penentopa. MUKpOCaTeIMTHEIA IOIMMOp-
¢u3m AR ((CAG)n repeat; (3bp)n; Short/Long (S/L)) B nmepBoM 3k30He reHa AR Biu-
sIeT Ha YyBCTBHTEJIBHOCTh K aHIPOre€HaM, CHIXKAas CPOICTBO OEIIKOB-KOAKTHBATOPOB.
Veemuyenne uncna CAG moBTOpOB CBA3aHO C YMEHBIIEHHEM Y9yBCTBHTEIBHOCTH K
aHAPOreHaM, YTO MOXKET IIPUBOAUTE K TUIIOTOHAAU3MY, HApYIIEHHSM CIIEpMaTOreHe-
32 U MOXET CTaTh Npu4uHO¥M Gecromus. BeisiBnenHoe uncio CAG nosropoB (18;
S < 18) MeHbIIE CPENHENONYSIIUOHHOIO U HE CBS3aHO C YMEHBIIEHHEM JyBCTBH-
TEJIBHOCTH K aHAPOTEHaM.

AZF-obnactp (Azoospermia factor region, o6nacts (akropa a300CHEpMHH) PacIo-
JaraeTcs B JUIMHHOM Iuiede Y XPOMOCOMEI M COIEPKHUT OOJIbINOE KOMUIECTBO I€HOB,
OTBETCTBEHHBIX 3a crepMarorenes. Oomacte BkmodaeT 3 nokyca - AZFa, AZFb u
AZFc. Y MyX44H C MUKPOZAEJIEHUAMH B 3THX JIOKyCaX MOXET Pa3BUBAThCS a300C-
MepMUsl WM ONMrocnepmus. BrliBIeHHOe OTcyTrcTBUE Aenenuu B Jokyce AZFa;
DYS148; XGPY (AZF microdeletions; AZFa; sY86) cBf3aHO CO CpeqHENOIys-
[MOHHEIM PHCKOM Pa3sBUTHUS a300CIEPMHUU.

AZF-obnacts (Azoospermia factor region, o6nacts ¢akropa azoocnepmuy) pacoo-
JaraeTcs B JUIMHHOM IUIede Y XPOMOCOMEI ¥ COZIEPKUT OOJIBIIOE KOIUYECTBO I€HOB,
OTBETCTBEHHEIX 3a crepmarorenes. O0nacte Bkiarodaer 3 nokyca - AZFa, AZFb u
AZFc. Y MyX41H ¢ MUKPOZETIEUsIMH B 3THX JOKYCaX MOXET Pa3BUBAThCS a300CIep-
MU WM onurocnepmus. BrlsBneHHOe 0TCyTCTBHE Jenenuu B Jokyce AZFa; USPOY
(AZF microdeletions; AZFa; sY84) cBA3aHO CO CpeTHENONYIAIMOHHEIM PUCKOM pas3-
BHUTHUS a300CIEPMHUU.

AZF-obnacts (Azoospermia factor region, o6nacts ¢akropa azoocnepmuy) pacoo-
JaraeTcs B JUIMHHOM IUIe4e Y XPOMOCOMEI ¥ COZIEPKUT OOJIBIIOE KOIUYECTBO T€HOB,
OTBETCTBEHHBIX 3a crepmarorene3. Obmacte Bkimrodaer 3 nokyca - AZFa, AZFb u
AZFc. Y MyX4UH C MUKPOACICIMAMH B 3THX JIOKYCaX MOXET Pa3BHBaTbCA a300C-
IepMus WIKM OJHMrocrnepMmus. BeiiBineHHOE oTCcyrcTBHE Aenenuu B Jokyce AZFb;
DYS218 (AZF microdeletions; AZFb; sY127) cBf3aH0 cO CpeaHENOMYIAIUOHHEIM
PHCKOM pa3BUTHA a300CIEPMHU.

AZF-obnactp (Azoospermia factor region, o6nacts ¢akropa a300CHEpMHH) PacIo-
JaraeTcs B JUIMHHOM IIe4e Y XPOMOCOMBI ¥ COZIEP>KUT OOJIBIIOE KOIMUIECTBO T€HOB,
OTBETCTBEHHBIX 3a criepMarorenes. Oomacte BkmodaeT 3 nokyca - AZFa, AZFb u
AZFc. Y MyX4MH C MUKPOJEIECIUAMU B 3THUX JOKYCax MOXKET Pa3BHBAaThCS a300C-
IepMus WIKM OJHMrocrnepMus. BeIABIEHHOE OTCyTcTBHE Aenenuu B Jokyce AZFb;
DYS224 (AZF microdeletions; AZFb; sY134) cBf3aH0 cO CpeaHENOMYAIHOHHEIM
PHCKOM pasBHUTHS a300CIEPMHUHU.

AZF-obnactb (Azoospermia factor region, o6nacts (akropa a300CHEpMHH) pacIo-
JaraeTcs B JJIMHHOM IUIeYe Y XPOMOCOMEI M COIEPXKHUT OOIBIIOE KOINYECTBO IEHOB,
OTBETCTBEHHEIX 3a crepmarorene3. O0nacte Bkitodaer 3 nokyca - AZFa, AZFb u
AZFc. ¥ MyX4MH C MUKPOZAENEHMAMH B 3THX JIOKyCaX MOXET pa3BUBATHCSA a300C-
MepMUs WIKM ONHMIOCIEepMus. BbisiBIeHHOE OTCyrcrBue aenenuu B Jokyce AZFb;
RBMY 1D (AZF microdeletions; AZFb; sY143) cBsi3aHo co cpeaHENONy ISIHOHHEIM
PYICKOM pa3BHTH a300CHEPMHUH.
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AZFc; CDY1B(CDY1B (AZF
microdeletions; AZFc; sY157))

AZFc; DAZ1(DAZ1 (AZF
microdeletions; AZFc; sY254))

AZFc; DAZ1(DAZ1 (AZF
microdeletions; AZFc; sY255))

CFTR(c.2143delT; p.Leu671Ter; L671X)

CFTR(c.1521 1523delCTT; p.Phe508del;
F508del)

CHR

Hay4HOo-nabopaTopPHbIN KOMMMIEeKC

AZF-obnacte (Azoospermia factor region, obnacts akTopa azoocnepMuu) pacoo-
JaraeTcs B JJIMHHOM IIe4e Y XPOMOCOMEBI M COIEPXKHUT OOJIBIIOE KONHUYECTBO TEHOB,
OTBETCTBEHHEIX 3a criepMmarorene3. Obnactp Biiroyaer 3 nokyca - AZFa, AZFb u
AZFc. Y MyX4lH C MUKPOAENEIUIMH B 3THUX JIOKyCax MOXET pa3BHBATHCA a300C-
NEPMUS WM ONUrocnepMmus. BeisBrneHHOe OTCyTCTBHE nenenuu B Jokyce AZFc;
CDY 1B (AZF microdeletions; AZFc; sY157) cBsi3aHO CO CpemHENOMyNIAIHOHHBIM
PHICKOM pa3BHUTHS a300CHEPMHUH M OJIUTOCHEPMHUHU.

AZF-obnacts (Azoospermia factor region, o6nacTs ¢akropa a300CHEPMHH) PACIIO-
JaraeTcs B JJIMHHOM IIe4e Y XPOMOCOMEBI M COIEPXKUT OOJIBIIOE KONHUYECTBO TEHOB,
OTBETCTBEHHEIX 3a criepMmarorene3. Obnactp Biiroyaer 3 nokyca - AZFa, AZFb u
AZFc. Y MyXX41H C MUKPOZAEJIENUAMH B 3THX JIOKYCaX MOXET Pa3BUBAThCA a300CIIEP-
MU WM oJMrocrepMus. BersiBineHHoe oTcyTcTBHE nenenuu B nokyce AZFc; DAZI
(AZF microdeletions; AZFc; sY254) cBA3aHO CO CpPETHENOMYIAIIHOHHEIM PHCKOM
Pa3sBUTHUS a300CIEPMUU U OJUIOCIIEPMHH.

AZF-oonacts (Azoospermia factor region, obmacte (akropa a300CIEpPMHH) PaCIIo-
Jaraercs B JUIMHHOM IuIe4e Y XPOMOCOMEI ¥ COZIEPXKUT OOJIBIIOE KOTHIECTBO T€HOB,
OTBETCTBEHHEIX 3a crepmarorene3. Obmacts Bkmogaer 3 jokyca - AZFa, AZFb u
AZFc. Y MyX41H C MUKPOZJEIECIUIMH B 3THX JIOKyCaX MOXET Pa3BUBAThLCS a300CIep-
MU WIM oJMrocnepmus. BrigBieHHOe OTCyTCTBHE nenenuu B Jokyce AZFc; DAZ1
(AZF microdeletions; AZFc; sY255) cBsi3aHO CO CpPEIHEMOMYIISIMOHHEIM PHUCKOM
Pa3BUTHUS a300CIEPMHUU U OJHUIOCIIEPMHHU.

I'en CFTR komupyer Oenok mox Ha3BaHueM cystic fibrosis transmembrane
conductase regulator, perynsarop TpaHCMEMOPaHHOH HNPOBOIMMOCTH HPU MYKOBHC-
nuno3e. DKCIpecCcHs I'eHa OrpaHHYeHa IIaBHBEIM 00pa3oM SHHUTENHATBHBIMH KIET-
Kamu. B Hambonpmel CTeNeHH 3KCIPECCHs MPOSBIAETCS B 3K30KPHHHBIX JKEIe3ax
(CIIOHHBIX, MOMKETYAOYHON M HMOTOBBIX), CEMEHHUKAaX W KuIlledHuke. Benencreue
mytanuu B reie CFTR Hapymiaercs mepeHoc Xxiopa uyepe3 KaHajbl B KIETKH, BBI-
pabaTsIBarOIMyE CIU3UCTBINA CEKPET. JTO SABIAETCA MPUYMHOH 00E3BOXKHBAHUS CEK-
pera, OH CTaHOBHUTCH OoJiee TyCTHIM M BS3KMM. Takoi BSI3KHI CEKPET B IOJIOBBIX
OpraHax MYXYHHBI IPUBOTUT K (HHUOPO3HEIM W3MEHEHHMSM B CEMSBBIHOCSINX KaHa-
Jax M B NpUAarkax sudka. BerieneHHoe orcyrcrBue BapuanTa CFTR (2143DelT;
Leu671Terfs) cBsi3aHO cO CpeqHENONYISLUOHHBIM PUCKOM Pa3BUTHS OECILIONMS.

I'en CFTR xomupyer Oemok mox Ha3BaHueMm cystic fibrosis transmembrane
conductase regulator, perymsarop TpaHcMEMOpPaHHOH NPOBOAUMOCTH IIPH MYKOBHC-
npno3e. JKCIpecCHs TeHa OrpaHNyYeHa IVIaBHBIM 00pa3oM SMHTEIHANBHBIMH KIIET-
Kamu. B Haubonbmed cTeneHn 3KCIIPeccHs NMPOSBIETCA B 3K30KPUHHBIX JKEJIe3ax
(CIIIOHHBIX, IOUKEIYIOYHON U IOTOBBIX), CEMEHHHKAX M KHINEYHHKE. Bcnencreue
myrtauuu B reie CFTR Hapymaercs nepeHoc xjiopa yepes KaHaubl B KIETKH, BbIpa-
0aTBIBAIOIINE CIU3UCTHIA CEKPET. JTO SBIAETCS NIPUIMHON 00€3BOXKHBAaHUA CEKPETa,
OH CTaHOBHUTCS 0ojee I'yCTBIM M BS3KMM. Takol BS3KHMH CEKpPET B IONOBBIX Opra-
HaX MYXYHHBI IPUBOAUT K GUOPO3HEIM H3MEHEHHSAM B CEMABBIHOCALINX KaHAIAX U
B IpHujarkax suuka. BesenenHoe orcyrcreue Bapuanta CFTR (F508Del; delta508;
[Delta F508]) cBa3aHO co CpenHENOmyIAIIHOHHEIM PUCKOM Pa3sBUTH Oecriomus.
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CFTR(21-KB Del; CFTRdele2,3(21kb)) I'er CFTR kommpyer Oenok non Ha3BaHueM cystic fibrosis transmembrane
conductase regulator, perymsiTop TpaHCMEMOPaHHOH HPOBOJMMOCTH HNPU MYKOBHC-
nuao3e. DKCOPECCHs I'eHa OrpaHHYeHa INIaBHBIM 00pa3oM 3MHMTENHAaIbHBIMU KIIET-
kamu. B Hanbonpniel cTeneHu dKCIpeccHs MPOSBIAETCS B 3K30KPUHHBIX JKele3ax
(CITIOHHBIX, NOMKENTYA0YHOH M IOTOBBIX), CEMEHHUKAaX M KuIlleyHHKe. BcrmencrBue
myTanuu B reHe CFTR Hapymaercs nepeHoc xjiopa depe3 KaHajlbl B KIETKH, BbI-
pabaTbIBalOIie CIU3UCTEIA CEKpeT. 3TO SBIAETCS NPUYMHON 00E3BOKHBAaHHS CEK-
pera, OH CTaHOBHTCA OOJiee TYCTHIM M BA3KMM. Takoi BSI3KHI CEKPET B MOJOBBIX
OopraHax MY)XYHHBI IPUBOAUT K (HUOPO3HBIM U3MEHEHHUSM B CEMSBBIHOCAIINX KaHa-
Jax ¥ B npunparkax suuka. BeusiBneHHoe orcyrcrBue Bapuanta CFTR (21-KB Del;
CFTRdele2,3(21kb)) cBa3aHO cO CpemIHENOMYIAHOHHEIM PHCKOM pa3BUTHs OeCILIO-
I,

SRY; Y-control(Y-control (AZF SRY (Sex-determining Region Y) kogupyeT TpanckpunuuoHHbd dakrop (TDF/Tdf)

microdeletions; Y control marker)) Pa3BHTHUSI CEMEHHUKOB, CTUMYJIUPYIOIIMI NPEBpalIeHHEe B CEMEHHUKH 3a4aTKa 'OHAa-
IIbl, ICXOIHO OJMHAKOBOH Y 3apozpliei 000ux mojoB. MyTaluu B 3TOM JIOKyCe MO-
ryT OBITB CBA3aHBI C JUCT€HE3HEH FOHA H/UIM MHBEPCHEH nona. BeisiBneHHOE OTCYT-
crBue aenenuu B nokyce AZF microdeletions; SRY; Y-control (AZF microdeletions;
Y control marker) He CBS3aHO C MOBBIIIEHHEIM PHCKOM TU(P(EpEeHIIMPOBKH rOHA 10
KEHCKOMY THITy. JTOT JIOKYC HCIOIB3YETCs B KauecTBe KOHTPOII 00pasia.

ZFY; XY-control(XY control marker) O6nacte ZFY npucyrcTByeT Kak Ha X, Tak 4 Ha Y xpomocome. Jlokyc ZFY (AZF
microdeletions; XY control marker) ucnone3yercs B kadecTBe KOHTPOIA o0pasua.

I'en AR Annporenossiii penentop

@DYHKIMA TeHa  AHIPOreHOBBIH penentop (TaKXkKe HU3BECTHBIA KaK PELEeNTOp JUIHAPOTECTOCTEPOHA) SBIAETCS SNEPHBIM [OPMOHAILHEIM
penenropom kracca NR3C, koTopelii BKIO4aeT B cebsf TalKe peLENnTOpbl K MHHEPATOKOPTHKOMAAM, NPOTECTEPOHY H
TTIOKOKOPTHKOUaM. AHAPOTEHOBBIN PELENTOP 3KCIPECCHPYETCS B KOCTHOM MO3I€, MOJOYHBIX JKEIe3aX, NPeICTaTeIbHOM
KeJe3e, CEMEHHHKAX M MBILIEYHOH TKaHM, I7ie OH CYLIECTBYET B BHIE JMMEPOB, CBA3aHHbBIX ¢ Oenkamu Hsp90 u HMGB,
KOTOpEHIE BIUSIOT HA B3aMMOJECHCTBHE PEENTOpa C JIMTaHAaMH. AKTHBHPOBAHHEIA PELENTOP CBS3BIBAETCS C T€HOMHBIMU
JJIEMEHTaMH OTBETa, 3 UMEHHO C HHBEPTHPOBAHHOH NMAIMHIPOMHON IIOCIEN0BATENEHOCTEIO, PETYIUPYS, TAKUM 00pa3oM,
TPaHCKPHILIHUIO PsJa reHoB. JIpyrod IyTh BIMSHHSA Ha 3KCIIPECCHIO - B3aMMOJAEHCTBHE aHIPOr€HOBOro perenropa ¢ ¢ak-
TOpaMu TpaHCKpunuuy, B ToM uncie AP-1, NF-kappaB u STAT. AHIpOreHOBEIH penenTop peryupyer paboTy HHCYIHHO-
nopo6Horo ¢akropa pocra-1 (IGF-1) u reHOB, OTBETCTBEHHBIX 32 pa3BUTHE IIEPBHYHBIX U BTOPUYHBIX MYXKCKHUX IIOJIOBBIX
HPHU3HAKOB, IOJJIEPKAHUE MOJIOBOM (QYHKIMH M arpeCCHBHOE IIOBE/ICHHE.

I'en AZFa; DYS148; XGPY ®axrop azoocnepmur; XGPY - Xg IICEBIOreH, CLUEILIEHHBIA ¢ X-XPOMOCOMOR
DyHkuusa reia  AZF-obmacts (Azoospermia factor region - o6nacts daxropa a300cnepMun) pacronaraeTcs B JUIMHHOM ILIEYE MYXCKOi Y
XPOMOCOMEIL, Y, i CONEPKHUT GOJBIIOE KOMHIECTBO IeHOB, OTBETCTBEHHEIX 3@ BEIPAOOTKY U Pa3BHTHE CIIEPMATO30HMIO0B, U
BKito4aeT 3 nokyca - AZFa, AZFb u AZFc.

I'en AZFa; USP9Y ®axrop asoocmepmun; USPI9Y - Crenupuusas Kk yOMKBAUTHHY NenTvaasa 9, CUEIUIEHHAs C Y-
XpOMOCOMO#1
@®ynkuusa reia  AZF-o6macts (Azoospermia factor region - obnacts ¢axropa a300cnepMun) paconaraeTcs B JUIMHHOM ILTEYIE MYXKCKOH Y

XpOMOCOMEI, Y, U COAEPKHUT OOJNBIIOE KOIUYECTBO I€HOB, OTBETCTBEHHEIX 33 BEIPAOOTKY U Pa3BUTHE CIIEPMATO30UIOB, U
BKJIIO4YaeT 3 yokyca - AZFa, AZFb u AZFc.

I'enm AZFb; DYS218 ®akrop azoocnepmun; DYS218 - human STS DYS218, sequence tagged site
@Dyukuusa reia  AZF-obmacts (Azoospermia factor region - obnacts daxropa a3oocrnepMun) pacmonaraeTcs B JUIMHHOM ILIEYE MYXCKOH Y

XPOMOCOMEI, YQ, ¥ COAEPKUT GONIBLIOE KOIHYECTBO I'€HOB, OTBETCTBEHHEIX 32 BHIPAOOTKY M Pa3BUTHE CIIEPMATO30HIOB, H
BKJIIO4YaeT 3 yokyca - AZFa, AZFb u AZFc.
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ITen AZFb; DYS224 ®akrop azoocnepmun; DYS224 - human STS DYS224, sequence tagged site
@DyHknMA reda  AZF-obnacts (Azoospermia factor region - 06nacts $hakropa a300CIepMUN) PACIONaraeTcs B JUIMHHOM ILIeYe MYXKCKOi Y

XPOMOCOMEL, Y(, ¥ COAECPXXHUT OONBLIOE KOMMYECTBO FE€HOB, OTBETCTBEHHEIX 32 BEIPAOOTKY M pa3BUTHE CIIEPMAaTO30HIOB, U
BKIIIO4YaeT 3 yokyca - AZFa, AZFb u AZFc.

I'en AZFb; RBMY1D ®akrop asoocnepmun; RBMY 1D - Benok, ceassiBaromuit PHK, cemetictgo 1, mentun D
@®yukuusa reia  AZF-o6macts (Azoospermia factor region - o6nacts daxropa a3oocnepMun) pacroiaraeTcs B JUIMHHOM ILI€Y€E MYXCKOH Y

XPOMOCOMEI, Y(, X COLEPXKHUT OOJBILIOE KOJIMYECTBO I€HOB, OTBETCTBEHHBIX 32 BEIPAOOTKY M Pa3BHTHE CIIEPMATO30U/IOB, H
BKIodaer 3 nokyca - AZFa, AZFb u AZFc.

I'en AZFc; CDY1B ®axrop azoocnepmun; CDY 1B - Xpomomomer Y1
@DyHKuus reHa  AZF-o6nacts (Azoospermia factor region - o6nacts dakropa a300CHepMUM) PACIONaraeTcs B JUIMHHOM ILIeYe MYyXCKOH Y

XPOMOCOMEI, Y, X COAEPXKHUT OOJNBIIOE KOJIMYECTBO I'€HOB, OTBETCTBEHHBIX 33 BEIPA0OTKY M Pa3BUTHE CIIEPMAaTO30HUAOB, U
BKIo4aeT 3 nokyca - AZFa, AZFb u AZFc.

I'en AZFc; DAZ1 ®axrop azoocnepmun; DAZI1 - [Ipoteun 1, neneTupyeMslii IpH a300CHEPMAN
@DyHknHuA reda  AZF-obnacts (Azoospermia factor region - o6nacts (akropa a300CIEPMUN) PACIIONAraeTCs B JUIMHHOM IUIeYe MYXKCKOi Y
XPOMOCOMEI, YQ, ¥ COZIEPXKUT OOJBLIOE KOIHMYECTBO I€HOB, OTBETCTBEHHEBIX 32 BHIPAOOTKY M Pa3BHTHE CIIEPMAaTO30HAOB, U
BKIouyaeT 3 nokyca - AZFa, AZFb u AZFc.

I'en CFTR Perynsarop TpancMeMOpaHHON IPOBOJMMOCTH IPH MyKOBHUCLIAI03€
®yukuusa reia I'en CFTR (cystic fibrosis transmembrane conductase regulator, perynsrop TpaHCMeMOPaHHOI IPOBOJUMOCTH IIPH MYKO-
BHCIII03€) JIOKAIN30BaH B 7-i xpoMocoMme (7q31-32), ero pasmep cocrasiser 250 000 map HyKI€OTHIOB, I'eH BKIOYaeT 27
9K30HOB U KOJHUPYET NMONUNENTHAHYIO nenb JiuHoi 1480 amuHOKuCHOTHEIX ocTarkoB. @ynkuus rena CFTR 3awrouaercs
B PETY/IALHMH TPAHCHIOPTA 3NIEKTPOIUTOB (INIABHEIM 00Pa3oM XJI0pa) MEXIY SHHUTEIHAIBHBIMA KIETKAMH U MEXKIETOYHOM
)uaxocTeio. B Hanbonsmeii crenenu red CFTR skcnpeccupyercs B 9K30KpHHHBIX JKelle3ax (CIIOHHBIX, HOKEITyJOYHOH 1
MOTOBBIX), CEMEHHHUKAX U KUIIeYHHKe. B amurenny n€rkux reH QyHKUHOHUPYET ciaadee, X0TA AedeKT XIOPUAHOro TpaHC-
nopra TaM 4€tko BeipakeH. Myrtanuu reda CFTR sBisioTcs npuunHO# Takoro 3aboieBaHHsA Kak MyKOBHCLHI03. B rexe
MYKOBHCIIH03a 00HapyxeHo okoio 2000 MyTauuii, H3 HUX COITIACHO JaHHEIM, OITyOIMKOBAaHHBEIM IPYIIION HCClIeIoBaTenen
yHuBepcurera /xona Xonkunca, 300-500 paror matomormdeckuid 3pexr.

I'en SRY; Y-control ®akrop azoocnepmuu; SRY - Perron Y-XpoMOCOMEL, ONpeeNsIOHii 101
@DyHknua reia  AZF-obnacts (Azoospermia factor region - o6nacts dhaxropa a300CHEpMHH) PACIIONAraeTCs B B JUIMHHOM IUIEYE MYXKCKOH
Y xpoMocomsl, Yq ¥ COAEPXHT OONBIIOE KOIWYECTBO FEHOB, OTBETCTBEHHBIX 3a BBIPAOOTKY W Pa3BUTHE CIIEPMAaTO30U/IOB,
U BKmodaer 3 nokyca - AZFa, AZFb u AZFc.

I'en ZFY; XY-control ®axrop azoocnepmun; ZFY - JIHK cBasbiBaromue GENKA *LMHKOBBIE HAIBLIbI
@DyHknHMA reda  AZF-obnacts (Azoospermia factor region - o6nacts akropa a300CIEpMUH) PACIIONAraeTCs B B JUIMHHOM IUIEYE MYXKCKOH
Y xpomocomsl, Yq ¥ COAEPKHUT OONBIIOE KOJHYECTBO FEHOB, OTBETCTBEHHBIX 3a BBHIPAOOTKY W Pa3BUTHE CIIEPMATO30U/IOB,
u Boyaer 3 nokyca - AZFa, AZFb u AZFc.

Jara: Bpau-reneruk : Iloanucn:
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