AOBEPUE KJITMEHTOB.
BbIEOP BPAYEW.

Hily‘-l HEA LEHTIP MONSKYNSAPHO-FeHCTHHeCKUX HCCNEA0BAHHA

3agska Ne: 3300021181
Bakazunk: IIK MeaBeakoso

®.11.0.:UBanos Hean HpaHoBHY

Jara poxnenus: 01.01.1972 Ilon: M
Peructparnmu 6momatepuana: 11.03.2017
buomatepunan: Kposs ¢ DJITA;

AHanmns yncna CAG-noBTOpoB B reHe AR, vacTble geneuumn B AZF nokyce, YacTble MyTaumm B reHe CFTR(14

Denorun

I'en
DyHKuHs rena

wT.)
AzoocriepMHs

AR Aunporenossi penenrop

AHIPOreHOBLI penenTop (TaKke HIBECTHRIT Kak penentop JHIHJIPOTECTOCTePOHA) SRISETCHE AASPHEIM TOPMOHAILHEIM
penentopoM kinacca NR3C, xoroprif Bimodaer B cedf Takwe penentopsl K MHHEPAIOKOPTHKOHIAM, NPOrecTepoHy H
DIIOKOKOPTHROHAAM. A HJIPOTeHOBERT PEIenTop IKCIPEcCHPYETCH B KOCTHOM MO3Ie, MOIOYHEIX #eliesax, IpejacrareLHoff
&elle3e, CeMEeHHHKAX H MBIIeYHONH TKaHH, [71e OH CYMIECTBYeT B BHJAE AHMEPOB, CBA3aHHLKX c Oenxamu Hsp90 u HMGB,
KOTOPEIE RIHAIOT HAa BIAHMOJIEHCTBHE Pelentopa ¢ JIMraiiaMi. AKTHBHPOBaHHLIT penentop CBA3LIBACTCE ¢ FEeHOMHEIMH
AEMEHTAMH OTBETa, 3 HMEHHO ¢ HHBEPTHPOBAaHHON NAIHHAPOMHON 10C/Ie0BaTeILHOCTEIO, PeryVIHPYS, TaKHM 00pazoM,
TPAHCKPHIIIAIO reHoB. [pyroff myTh RIHAHHA HA HKCIPECCHIO - B3aHMO/EHCTRHE aHIPONeHOBOID PerenTopa ¢ GaKTopaMH
TPAHCKPHIIIHH, B ToM gHcie AP-1, NF-kappaB u STAT. LleieBeIMH I'eHaMH anporeHoBOI0 PelenTopa sRIfoTcs HHCYITH-
Hononobuet daxkrtop pocra-1 (IGF-1) H ressl, OTBETCTBEHHELIE 33 PA3BHTHE NEPBHYHLIX H BTOPHYHEIX MYACKHX MOJIOBRIX
IPH3IHAKOB, [O1epikanie noaopoH QYHKIHH H arPecCHBHOe NoBejieHHe. BpokIeHHEIe My TAIIHH B I'eHe aHporeHoBoro
penenTopa CBA3aHE ¢ CHHAPOMOM Pe3HCTeHTHOCTH K anaporenaM (CHHapoM MoppHca), My KeCTBeHHOCTEIO H CITHHOOY 1L-
Oapuoit Menneynoft arpodueit (Oosesns Kennen). HaMenenne ypoBHS IKCIPECCHH aHIPOISHOBOIO PEHeNTopa XapaKTepHo
JUI TIPOMIecca Pa3BHTHA PAKa NPeCTarensHol Kelessl.

Bapuant AR: (CAG)n repeat; S/L; CAG repeat; (3bp)n, Short/Long Kar NeS-0018/04
Temorun  N/N
Puck  CpeanenonyasiHoHHLIH
Fem AZFa; DYS148; XGPY ®axrop asoocnepwnn; XGPY - Xg ncennoren, creniennstii ¢ X-xpomocomoit

DyHKUHH reHa

AZF-o06aacts (Azoospermia factor region — o0aacTs (hakropa azo0CnepMiH) PACcOIAraeTcs B B JUIHHHOM [Uiede My&CKoif
Y xpoMocoMEl, YQ H COIEPKHT DOILIN0S KONHYECTEO INeHOB, OTBETCTBEHHLIX 33 BRIPAbOTKY H PasBHTHE CNEePMATO30H/I0R,
H BEmogaeT 3 nokyca - AZFa, AZFb u AZFc.

Bapuant AZF microdeletions; AZFa Kar NeS-0151/02
Tenorun DYS148+
Puck CpeanenonyasimonHbH
Ten AZFa; USP9Y ®axrop asoocnepmun; USPOY - Cnennduunas x youksumuny nentuaasa 9, cueniennas c

DyHKHUHSH reHa

Y-xpomocomoi

AZF-obnacts (Azoospermia factor region — ob1acTh HAKTopa azo0CHepMHH) PACHOIAraeTcs B B JUIHHHOM IUiede MY#KCKoit
Y xpomocoMmel, Yq H COIepkHT DOILII0E KOJIHYECTRO NeHOB, OTBETCTBEHHEIX 33 BLIPabOTKY H PasBHTHE CHEPMATO30HI0B,
H BEmogaeT 3 nokyca - AZFa, AZFb u AZFc.

Bapuanr AZF microdeletions; AZFa Kar NeS-0151/01
Tenorun  USPOY+
Puck  CpeanenonyasimoHHbIH
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AOBEPUE KJITMEHTOB.
BbIEOP BPAYEW.

HaySHEA LEHTP MONERYNAPHO-TEHETHHECKUX MCCNeA0BAHHA

Bagska Ne: 3300021181 (npomomkernue, cTp. 2 u3 5)
Oammms U.O.: Usanos H.H.

len
Dyukuus rena

AZFb; DYS218 ®axrop azoocnepsii; DYS218 - human STS DYS218, sequence tagged site
AZF-ofnacre (Azoospermia factor region - 063acTs axTiopa a300CHCPMHEH) PACIIOIAIACTCE B B UTHHHOM ILICHC MY#Cxoi
Y xposmocomi, Yq # COTCPHHT GOMLINOS KOIHWCCTRO FCHOR, OTRCTCTRONILX 32 RLIPR6OTXY H PAIRMTHE CHCPMATOIONIOR,
W nxmovaer 3 noxyca - AZFa, AZFb w AZFc,

Bapuant AZF microdeletions; AZFb Kar NeS-0151/03
Temorun  DYS218+
Puck  Cpeamenonyasimonmni
Ten AZFb; DYS224 ®axrop asoocnepmin; DYS224 - human STS DYS224, sequence tagged site

Dyukuns rena

AZF-o6nacts (Azoospermia factor region - ofiacm faxTopa a300CNCPMItH) PECTIOIANECTCH B B UTHHHOM ILICN0 MYHCKOT
Y xposocoMid, Yq # COTCPHHT GOILIIOS KOIHWCCTRO FCHOB, OTBCTCTROHILX 32 RLIPaboTXy # pazniTHe CHCPMATOIONIOR,
W nnovaer 3 noxyca - AZFa, AZFb w AZFc.

Bapuant  AZF microdeletions; AZFb Kar NeS-0151/04
Femorin  DYS224+
Puck  Cpepmenonyasuuonunii
I'em AZFb; RBMY1D ®axrop azoocnepanm; RBMY ID - Beaok, cassunaronmit PHK, cemeiicrao 1, nenmin

Dynkuus rena

D
AZF-ofnacre (Azoospermia factor region - ofiacm axTopa a300CHCPMItH) PECTIOIANACTCH B B UTHHHOM ILICHC MYHCKOH

Y xposocomil, Yq H COACPHHT GOILIIOS KOJIHWCCTHO FCHOR, OTBCTCTRORNLX 33 RLIPAGOTXY H PalmiTHE CHCPMATOIONIOR,
W nxnovaer 3 noxyca - AZFa, AZFb w AZFc.

Bapuant AZF microdeletions; AZFb Kar NeS-0151/05
Ienorun  RBMY1D+
Puck  Cpeanenonyasumonmnii
IFen AZFc; CDY1B ®axrop asoocnepwm; CDY 1B - Xpowogosmen Y1

Dynkuus rena

AZF-ofacte (Azoospermia factor region - 0GaacTs (axropa a300CHCPMHER) PACTIOIAIACTCH B B LTHHHOM ILI080 MY#Cxoi
Y xposocomid, Yq # COTCPHHT GOILINOS KOTHWSCTRO FEHOR, OTRCTCTROATILX 33 RIPAGOTXY i PasmiTHE CHCPMATOIONION,
H nxnouaer 3 soxyca - AZFa, AZFb n AZFc.

Bapuant AZF microdeletions; AZFc Kar NaS-0151/06
Temorin  CDY1B+
Puck  Cpeamenonyasumonmnnii
IFenm AZFc¢; DAZ1 ®axrop asoocnepan; DAZI - Tporenn |, acactupyesmuii npi azoocnepmun

Dyuxuus reua

AZF-ofnacre (Azoospermia factor region — 062acTs (axtopa a300CNCPMHEHN) PACIIOIAIACTCE B B LTHHHOM ILI08C My#Ccxoi
Y xposocomid, Yq # COTePHHT GOILIIOe KOIHWCCTRO ICHOB, OTBCTCTRONILX 32 RLIPaboTXy H PajnHTHe CHOPMATOIONIOR,
W axnovaer 3 aoxyca - AZFa, AZFb w AZFc.

Bapuant AZF microdeletions; AZFc; DAZ1:sY254 Kar NaS-0151/07
lemorun  DAZI1+

Puck  Cpeamenonyasimonmnnii
Bapuant AZF microdeletions; AZFc; DAZ1: sY255 Kar NaS-0151/08
TFemorun  DAZI1+

Puck  Cpeancnonyasumonnni
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JOBEPWE KIIMEHTOB.
BbIBOP BPAYEW.

HaySHEA LEHTP MONERYNAPHO-TEHETHHECKUX MCCNeA0BAHHA

Bagska Ne: 3300021181 (npomomkernue, cTp. 3 u3 5)

Dammnug U.0.: HBanos .U,

I'en

Dynkumn rena

Bapuant
Fenorun

Puck

Bapuant
l'cnorun

Puck

Bapuant
lenorun

Puck

Ten

Dynkumns rena

Bapuaunr
Fenorun

Puck

Ien

Dynxkunn rena

CFTR Peryasrop tpancuemGpanioit IposoiMocTi IPH MyROBHCLIHIOIC

T'est CFTR (cystic fibrosis transmembrane conductase regulator, peryimsmop TpancMeMOpanHoft npOBOIHMMOCTH IPH MYKO-
RECIMAC) JOKATHI08RINA B 7.1t xposocose (7931.32), ero pasvep cocrariser 250 000 nap HyKIeOTHAOR, rell RXWONALT
27 axsonon. CocTonT Uy 2 TPAERCMEMOPIHHMX # 2 ATO-CRYSHESIONNN T0MEHOR, DATICICHHLX PEIYANTOPHLIM 0MEHOM,
3pesan marpasnas PHK cocront w3 6500 ocnosannit, KOIHPYR NOIHICHTHARYIO Henk unmiof 1480 avHHOKHCIOTHEIX
ocTarkon. dHIROI0NIMSCEIN POk H CTPOCIHE NepRETROID Geaxa (TpancuesOpaIniono peryIsSTopa NpOROIHMOCTH) XOpo-
10 HIYSEHR, ST0 M HOSHOMINIO PACIIMGPORITS, MIBOIHE CTOPOHE IITOICHESE MYKORICIUIGE. IKCHPECCHS T Orpan-
H0HA CIABHEM 00paIOM MATCIHURHLIME KieTkaMi. B panboininedt CTencii IKCIPICCHR NPORRISCTCA B IKIOKPHINEIX
Wenezax (CBOILIX, NOTESTYIONHON H NOTORLIX), COMERIHKAX I KHICTHAKe. B JIATCIHA DKUY ren caabo (yikim-
OHHPYET, XOTS ACPEXT XAOPHIHOIO TPEHCHOPTA TaM YETRD RMPAKEH. B reHe My XORNCHHAES 00HAPYASHO ORI 900
myTammit, 13 mux oxoio 200-300 zasor naroaormsecxHit HAORT (MHCCCRC, ACACIHK, HOHCCHC, CABHI PAMKH CHHTHLIBAHNA,
NEPYIIIHSA CIAAACHIITS).
F508Del; deltaS08; [Delta F508]
Ins/Ins

Cpeanenonyasimon i

Kar NeS-0029/02

21-KB Del; CFTRdele2,3(21kb)
Ins/Ins

Cpc;lucnorry.ruunounuii

Kar NeS-0029/14

2143DelT; [Leu671Terfs) Kar NeS-0029/07
Ins/Ins

Cpeanenonyasunonnsii

SRY; Y-control ®akrop asoocuepsin; SRY - Pernon Y-xpomocomtt, onpesesssonudt non

AZF-061acTs (Azoospermia Rctor region — o63acTs §RKTOR AS00CHEPMHN) PACHOIMIACTCH B B UIHHHOM 13CH¢ MyKCKoft
Y xpomocomil, YQ # COACpHT GOILINOS KOIHHCCTBO ICHOB, OTHCTCTBOHHLX 33 BPA0OTKY H PAIBHTHC CHCPMATOIONAOE,
H RKIOu2eT 3 noKyca - AZFa, AZFb w AZFc.
AZF microdeletions; Y control marker
SRY+

Cpeanenonyasumonmnit

Kar NeS-0151/09

ZFY; XY-control ®axrop asoocnepmun; ZFY - JIHK cassunaronme Gemkn "irxonnie iyt
AZF-obmacts (Azoospermia factor region — o63acTs $aKTOpa A300CHCPMHH) PACHIONAIICTCA B B UTHHHOM [LACHC MYKCKoft
Y xpomocomit, Yq H coepHT GQUILINOe KOIHUSCTRO NefoR, OTHETCTRAINILKX 33 RUPEGOTKY H PAIRHTHE CICPMATOZOH 0N,
o BKouser 3 aokyca - AZFa, AZFb w AZFc.,

A.32
=

Bapuant  AZF microdeletions; XY control marker Kar NeS-0151/10
Tenorwn  ZFY+
Puck  Cpoancnonyasumonmit
T'en Hassanue rena Bapuanr Tenorun | Pucx
AR Anjiporenonstii penenrrop AR: (CAG)n repeat; S'L; | N/N Cpeastenonyasunonsit
CAG  repeat;  (3bp)n,
Short/Long
AZFa; Gaxrop wsoocnepmitit; XGPY - Xg nees- | AZF microdeletions; AZFa | DYS148+ | Cpeanenonyasumnonmit
DYS148; | noren, cuctacminii ¢ X-xpomocomoit
XGPY
AZFa; Gaxrop asoocnepain; USPYY - Cne- | AZF microdeletions; AZFa | USP9Y+ Cpeancnomyasunoni
USPYY undnunan K youxsurHmy nenmiaaza 9,
creicnnas ¢ Y-xposocosmoit
AZFb: Gaxtop azoocnepsin: DYS218 - human | AZF microdeletions; AZFb | DYS218+ | Cpeanenomyasuionmesit
DYS218 STS DYS218, sequence mgcd site
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AOBEPUE KJITMEHTOB.

BbIEOP BPAYEW.

Bagska Ne: 3300021181 (npomomkernue, cTp. 4 u3 5)
Damunua U.0.: HBanos H.H.

HaysHE A LEHTP MONEKYNS PHO-MEHETHHECKUX HCCNe0BaHHA

I'en Hazpanwe rena Bapuanrt 'enorun | Puex

AZFb; Qaxrop asoocnepmun; DYS224 - human | AZF microdeletions; AZFb | DYS224+ | Cpeanenonyasumnonnnit

DYS224 STS DYS224, sequence tagged site

AZFb; Daxrop asoocnepmun; RBMYID - benox, | AZF microdeletions; AZFb | RBMYID+[ Cpeastenonyasunonnnii

RBMYID | cessmsmomuit PHK, cemceiictso 1, nen-
D

AZFc. Qaxrop asoocnepwui; CDY 1B - Xposo- | AZF microdeletions; AZFe | CDYIB+ | Cpeanenonyasumor it

CDYIB aomen Y1

AZFc; Qaxrop azoocnepmin; DAZI - Tporenn | AZF microdeletions; AZFc; | DAZI1+ CpeastenonyasuHoH b

DAZ1 1, rcacTHpycMuLIiT IPH &300CHCPMITH DAZ1:sY254

AZFc: Qaxtop azoocnepmun: DAZI - [lporenn | AZF microdeletions; AZFc: | DAZ1+ Cpeanenonyasuuon LI

DAZI 1, aeaerupyesmutii IpH d300CHEPMItH DAZL: sY255

CFTR Peryaztop tpamcmembpannoii nposoas- | F508Decl: deltaS08: [Delta | Ins/Ins Cpoancnonyasuuonnnit
MOCTH NPH MYKORHCIH03C F508]

CFTR Peryastop rpancmesmbpannoli nposonu- | 21-KB Del; | Ins/Ins Cpeartenonyasinon it
MOCTH NPH MyXORHCIHA03C CFTRdele2,3(21kb)

CFTR Peryastop tpancmemOpannoli nponomu- | 2143DelT; [Leu671Terfs] Ing/Ins Cpesenonyasunos i
MOCTH IIPH MYKOBHCIIMA03C

SRY; @axtop azoocnepmun; SRY - Pernon Y- | AZF  microdeletions; Y | SRY~ Cpeanenonynsunonnnii

Y-control | xpomocosul, onpeaeasiontmit noa control marker

ZFY; XY- | Qaxrop azoocnepmun: ZFY - JIHK ces- | AZF  microdeletions; XY | ZFY+ CpeanenonynsuHoNHLIT

control 3enaotme Geaxn "IHHKORBIE NaIBiL" control marker

3akawnenne

www.dnkom.ru

AR(AR: (CAG)n repeat; S/L: CAG
repeat; (3bp)n, ShortLong)

AZFs; DYS148;
microdeletions; AZFas)

XGPY(AZF

AZFa, USP9Y(AZF microdeletions;
AZFa)
AZFb; DYS2I8(AZF microdcletions;
AZFb)
AZFb; DYS224(AZF  microdeletions;
AZFb)
AZFb; RBMYIIDNAZF microdeletions;
AZFb)
AZFc; CDYIB(AZF  microdeletions;
AZFc)

AZFc; DAZI(AZF microdeletions; AZFc;
DAZ1:5Y254)

AZFc; DAZI(AZF microdeletions; AZFc;
DAZI: sY255)

+7 (495) 689-77-04
+7 (495) 689-70-52

(CAG)n; Bapuant N mie n=or 18 go 22. Busaiacunmii renotan no yxazammomy
BIPHAHTY TeH3 HE CRA33H C PHCKOM PE3RITHA ONHCHIRIEMOTO denoTnna

BrispieHHLI reHOTHII 10 YX333aHHOMY RAPHAHTY IeH3 HE CAN33H C PHCKOM PE3RHTHS
onueLIBICMOro denoruia.

Braswiernnit renorun no YRESAHHOMY BAPHAHTY I'THE HE CRNSIH C PHCKOM PDASHEHTHR
ONHCLIBACMOTIO ¢Cl(0‘l’ﬂﬂa.

Brisaacunnit renomin no YEAZANNOMY BAPHANTY I'CHA IIC CBAZAN C PHCKOM Pa3BHTHR
ONHCHINACMOTO q)cnmna.

Brispnennusii reHoTin 10 yXalanHOMy BaPHAHTY I'CHA HE CHAIAN C PHCKOM Pa3BHTHE
ONHCHINAEMOTO GEHOTHIIA,

BriswieHHwH reqoTHn 1o VESIAHHOMY RIPHAHTY I'CHA HE CRNSAEH C PHCKOM Pa3RHTHSR
ONHCLIBACMOTO ¢cuomua.

Brismacunuit renorin no YEQRANHOMY BAPHANTY I'CHA HC CHASIN C PHCKOM PASBHTHR
ONHCLIBACMOTIO q;cnomna.

Briseacnnnit renorin no YEQIANNOMY BAPHANTY I'CHA IC CBAZAN C PHCKOM Pa3BHTHR
ONHCHIBACMOTO @enomua.

BrisnieHHwi reqotan no VXSIAHHOMY BIPHAHTY I'CHA HE CRISEH C PHCKOM Pa3RHTHI
ONMHCLIBACMOTO QCMOI’M":\.
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AOBEPWE KJITMEHTOB.

Bbl BOP BPAL" EM HaySHEA LEHTP MONERYNAPHO-TEHETHHECKUX MCCNeA0BAHHA

Bagska Ne: 3300021181 (npomomkernue, cTp. 5 u3 5)
Oammms 1.0.: Heanos H.H.

CFTR(F508Del; deltaS08; [Delta F508])  BrisraenHuif reHOTHI N0 YKA3aHHOMY BAPHAHTY I'eHa He CBA33aH C PHCKOM PasBHTHS
ONHCHIBaEMOr0 GeHOTHNA.

CFTR(21-KB Del; CFTRdele2,3(21kb)) BrispneHHEI NeHOTHII 10 YKA33aHHOMY BAPHAHTY I'eHa He CBN33aH C PHCKOM PasBHTHA
ONHCHIBaEMOI0 GeHOTHNA.

CFTR(2143DelT; [Leu671Terfs]) BrisipneHHBI reHOTHII 10 YKA3aHHOMY BAPHAHTY NeHa He CBS33aH C PHCKOM PasBHTHS
OMHCHIBAEMOTO PeHOTHIA.

SRY; Y-control(AZF microdeletions; Y [leneuun SRY-pernona Y-xpomocoMmel He o0Hapy&eHO.
control marker)

ZFY; XY-control(AZF microdeletions; [lpucycreyer u na X, u Ha Y xpomocome. [lenenns ne obnapyiena.
XY control marker)

Jlara BeITonTHeHMs uccnenoBanus: 16.03.2017 WccnegosaHue BoinonHun: - Mapkosa T. E.
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