117246, r. Mocksa, Hay4HbIn npoesa, Aom 20, cTpoeHue 2,

Cl = a1/nom/kom 2/1/22-30
Q +7 (495) 369-33-09 @ chromolab.ru
MaumnenT: OBPA3EL Ne 3asBku:
BospacrT: 25 n.

Mon: M
[Oarta B3ATuaA:

[aTta BbINONHEHUA: Buomartepuan: Kpoeb ¢ 3ATA

MeTona: inarHocTn4eckuit hparMeHTHbIN
aHanu3s/PeareHTbl ANs AMarHocTM4yeckoro pparMeHTHOro
aHanusa

My>xckoe becnnogue, reHeTU4ecKasi AMarHOCTUKa a3oocnepmMumu, uccnegoBaHue
mukpogeneuun B AZF nokyce Y xpomocombl, CAG-NOBTOpPOB B reHe
aHpgporeHoBoro peuenTtopa (AR), yacTbix mytauun B reHe CFTR

PedepeHcHbIii ananasoH

AHnanus PesynbTtart HopMmanbHblii ypoBeHb
MonekynapHo-reHeTu4yeckas guarHocTuka PacnpocTpaHeHHbIX
CFTR-accounmpoBaHHbIX 3abonesaHuii: naToreHHbIX BApMaHTOB B PacnpocTpaHeHHbIX NaToreHHbIX BapuaHToB B reHe
MyKoBMCLMA03, 6ecnnogve, naHkpeatut (38 reHe CFTR He CFTR He oGHapyxeHo
natoreHHbIx BapnaHTos reHa CFTR) o6HapyXeHo

Y nayueHma He o6HapyxeHbl rnamozeHHble sapuaHmbl ¢.350G>A (p.Arg117His), IVS8-5T (c.1210-12T[5]), c.2051_2052del, ¢.2051_2052dup, c.2051_2052delinsG,
¢.3808del, ¢.3767dup, c¢.3773dup, ¢.3851_3852dup, c.243del, ¢.233del, ¢.233dup, c.410_416del, c.409_412del, c.424del, c.429del, c.433del, c¢.459 476del
(p.Ala155_lle160del), c.488del, c.3883_3886del, c.1543_1555del, npomsxeHHas deneyusi CFTRdel2,3 (c.54-5940_273+10250del), 2143delT (c.2012del), 2184insA
(c.2052dup), 3821delT (c.3691del), 3944delGT (c.3816_3817del), 4015delA (c.3883del), 4022insT (c.3891dup), 394delTT (c.262_263del), L138ins (c.413_415dup;
p.Leu138dup), 604insA (c.472dup), F508del (c.1521_1523del; p.Phe508del), 1507del (c.1519_1521delATC; p.lle507del), 1677delTA (c.1545_1546del;
p.Tyr515_Arg516delinsTer), W1282X (c.3846G>A; p.Trp1282Ter), G542X (c.1624G>T; p.Gly542Ter), N1303K (c.3909C>G, p.Asn1303Lys), ¢.3718-2477C>T e eeHe
CFTR.

OmpuuamenbHblli pesynbmam uccriedogaHusi 3Ha4uUMesibHO CHUXaem 6eposimHOCmb Hanuyusi y nayueHma CFTR-accoyuuposaHHbiX COCMOsiHUL, makux Kak
MyKosucyudo3, O8YCMOPOHHSISI 8POXOEHHas arnnasusi ceMsisbIHoCAWUX mymed, HacnedcmeeHHbil CFTR-accoyuuposaHHbil naHkpeamum, CFTR-accoyuuposaHHbie
ducceMuHuposaHHble 6poHxoakma3bl, CFTR-accoyuuposaHHbIli cuHycum, cuHOpom ricegdo-bapmmepa, 0OHaKo He UCK/ToYaem UX MOIHOCMbIO, MOCKOMbKY OnuUcaHo
okono 2000 namozeHHbIx 8apuaHmos 8 ceHe CFTR.

lMpu coxpaHeHuu Nodo3peHus Ha Hanuque y nayueHma CFTR-accoyuupogaHHbIX coOCmosiHUl pekomeHOyemcs uccriedosaHue gceli nocrnedosamesnsHocmu 2eHa CFTR
memodom NGS. Takxe moxem 6bimb pekomeHO08aHO nposedeHuUe roucka Opyaux MPUYUH KITUHUYECKUX rnposieneHull obcrnedyemoeo: anbgha-1-aHmumpurncuHosasi
HedocmamoyHocms, HacredcmeeHHbili SPINK1-, PRSS 1-accoyuupogaHHbili naHkpeamum, AZF-6ecrninodue.

Ucnonb3yembie pegepeHcHbie nocnedosamenbHocmu: CFTR — NM_000492.3.

FopMoHarbHasi YyBCTBUTENBHOCTb
aHaporeHoBoro peuentopa AR 20 ?34 CAG-noBTOpOB
(CAG-noBTOpbI)

HopmarnbHble 3HavyeHusi OnuHbl eapuabenbHo2o peauoHa 2eHa AR (18-26 CAG-noemopos) C 8bICOKOU 8eposimHOCMblo ceudemeribemaytom O HopmarnbHoU
80CMPUUMHUBOCMU PEUENMOPOo8 K aHOpO2eHaM, a makKxe UCKToYaom Hanudue y uccredyemoeo 6onesHu KeHHedu.

l'eH AR nokanusyemcs Ha X-xpoMocome U KoOupyem aMUHOKUCIIOMHY!O rocriedoeameribHOCMb aHOpPO02eH08020 peuernmopa, akmusupyrouje2ocs nod go3deticmesuem
MYXXCKUX [10/108bIX 20pPMOHO8 (mecmocmepoHa u OuaudpomecmocmepoHa). OCHOBHbIMU (OYHKUUSIMU 3moll epynbl 20PMOHO8 S8NIIemcs passumue nepeuyHbIX U
8MOPUYHbIX MYXCKUX 10/108bIX NPU3HAK08, @ makxe criepmamoeeHes. B ceoem cocmase 2eH AR codepxum sapuaberibHbIl peauoH, cocmoswuli U3 noemopstouuxcs
nosmopog CAG (4umo3uH-adeHUH-gyaHUH), KONu4ecmeo KOmopbIX MOXem 8 HopMe 8apbuposams y pasHbix model. Konuvecmeo CAG-nosmopos 8 eeHe AR obpamHo
MPOMOpUUOHarbHO akmueHocmu Kodupyemozo peuenmopa. Tak, yeenuyeHHoe YUCIo accoyuupo8aHo CO CHUXEHHOU akmueHOCMbIO peyernmopa, Ymo Moxem 6bimb
MpUYUHOU HapyweHuUsi criepMamozgeHe3a y MYXYUH, a, Harpomus, CHUXeHHoe mfpedpacrionazaem K CUMIMOMOKOMIIIEKCY aurnepaHOpPO2eHUU Yy XeHWUH U
20PMOHO3a8UCUMOMY paKy rnpedcmamersbHOU Xene3bl y MyX4uH. YcrinoeHol Hopmol Ornisi 3moeo rokasamesisi cqyumaemcsi duana3oH 18-26 CAG-nosemopos. B amom
crlydae MOXHO 2080pUMb O 2eHEMUYECKU HOPMasibHOU 4Yy8cmeumesbsHOCMU Peuernmopos K MYXCKUM M0108biM 20pMoHaM. Kormuyecmeo 8bisi8nieHHbIX M08mopos
MOXem 8apbupo8amb, 4mMo C8513aHO C MEeXHUYECKUMU 0CO6eHHOCMAMU rposedeHuUs uccrie008aHUsI.

Mwukpoaeneuun
Y-XpOMOCOMbI He
06Hapy>+<eHb|. ,El,eneu,mm
reHa SRY He
0obHapyxeHo.

Y nayueHma He 6b110 06HapyxeHo deneyul u dynnukayul peauoHos AZFa, AZFb, AZFc Y-xpomocomsl. [eneyuu peauoHos AZF (Azoospermia factor) Y-xpomocombi
sensI0mesi emopoll 110 pacrnpocmpaHeHHOCMU 2eHemuyeckol npu4uHol Myxckoeo becnnodusi nocre cuHOpoma KnaliHgbensmepa. PacrnpocmpaHeHHoCcmb
Mukpodeneyut Y-xpomocombl 8 obwel nonynsayuu cocmasnsem 1:4000 Myx4uH, 0OHaKo, UX Yacmoma 3Ha4umersibHO roebiluaemcsi cpedu MyX4uH, cmpadaouux
6ecnnoduem. OmpuyamernbHbili pe3ynbmam ucciedo8aHusi CHUXaem 8epOSMHOCMb HAIUYUsT MyXCK020 6ecriodusi, 8b136aHHO20 Hac1e0CMeeHHbIMU MPUYUHaMU, mem
He MeHee He ucKmoYyaem hopmuposaHue 3abonesaHusi, 8bI138aHHO20 OpyaumMu npuyuHamu. lpu nonyyeHuU ompuyamesnbHo20 pesynbmama, 05151 yMOYHeHUs1 NPUYUHbI
Myxckoeo becriiodusi pekoMeHOyemcs 8bIoIHUMb uccriedosaHue aHmucrnepmarsbHbiX aHmumer, uccrnedosaHue qucna X-xpomocom (cuHopom KnaliHgperimepa),
MoreKynspHo-eeHemuyeckyto OuaeHocmuky CFTR-accoyuupogaHHbix 3aboneeaHull, onpedeneHue konudecmsea CAG-moemopoe 8 2eHe AR, OuazHocmuky
Heknaccu4eckol (hopMbl 8pOXOeHHOU 2unepnnasuu Hadrno4ye4yHukos. [aHHoe uccredosaHue Mo3eossiem 8bi8Ums oJIHbIE UIU YacmuyHble Oeneyuu peauoHos AZF ¢
nomowibro demekyuu qucna konut cnedyrowux STS-mapkepos: AZFa — sY82, sY1064, sY86, sY85, sY84, sY1324, sY1316, sY1714, sY1065, sY1182, sY88, sY105,
sY615; AZFb — sY1024, sY1224, sY1967, sY1309, sY121, sY3199, sY127, sY1233, sY134, sY142, sY143, sY3010, sY2990, sY1197, sY1192, sY1191, sY1206, sY153,
sY1307, sY254, sY1742, sY1189, sY1291, sY2858, sY1054; AZFc — sY1192, sY1191, sY153, sY254, sY1307, sY1189, sY1291, sY1054, sY2858, sY1742, sY1206,
sY1201, sY255, sY1125, sY242. [pedcmaeneHHble 0aHHble U uHmMeprpemauyusi pe3dynbmamoe coomeemcmayom pekomeHOayusim European Academy of Andrology u

European Molecular Genetics Quality Network.

HapyLlieHune cnepmartoreHesa
(AZF-6ecnnogue)

Mwukpoaeneumn Y-XpoMOCOMbI HE OBHapYXeHBbI.
Heneuun rena SRY He obHapyxeHo.
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Cuctema ynpaBrneHus u MeHeKMeHTa kayectBa nabopatopuu ceptudumumpoBara no crangaptam FOCT P UCO 15189.

JlaGopaTopusi perynsipHo NPOXOAUT BHELLIHIO OLIeHKY Ka4yecTBa KMMHUYECKUX NabopaTopHbIX CCreaoBaHumii no otevecTseHHbIM (PCBOK) n mexayHapoaHsim (RIQAS, RfB,
ERNDIM) nporpammam. OO0 «Xpomcuctemcllab» sensietcsa yneHom accounauumn "depepauus NabopatopHoit MeanuuHel", cotpyaHukn OO0 «Xpomcuctemcilab» BxoasT B
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W - OaHHbiii nokasaTenb HaXoAUTCS B HKHEN rpaHMLe HOPMbI, PekOMeHAyeM 0BpaTUTb Ha Hero BHUMaHve.
- [laHHbIi NoKasaTeb HAaX0AUTCS B BEPXHEN rpaHuLie HOPMbI, PEKOMEHAYEM 06PaTUTb Ha HEro BHUMaHWE.
me= - [laHHbIV MOKa3aTENb HUXE HOPMbI, PEKOMEHAYEM 06PaTUTLCS 3a KOHCYNbTaLUMEN K CNeLuanicTy U BOBPEMS OTCNIEAUTb UMEHEHUSI.

+ - naHHbIVI nokasaTersib Bbille HOPMbI, pEeKOMeHayeM 06paTVITbC$I 3a KOHCyJ'IbTaLI,VIeI;I K cneuuanmncTy n BOBpemMsa oTcrnegntb USMeHeHUA.

PeSyJ'IbTaTbI aHanu3oB He SIBMSATCA AMarHo3oM, HO MOMOratT B €ro noctaHoBke. He nbitanTech NHTEepnpeTnpoBaTb MX CaMOCTOATENbHO. MHorve nameHeHus
nHanBuayanbHbl, MOMOYb pa306paTbcsi B HUX MOXET TOJNbKO cneuuanuct.

PesynbTathl, KOTOpble OTOGPaXeHbl B BUAE YMCTA CO 3HAKOM <, HEOBXOAMMO pacLieHWBaTb kak Pe3ynbTaT MeHblue Mpeaena KOMMUYECTBEHHOrO OGHapYXeHWs METOAWKA U 0BOopyAoBaHUs Ha
KOTOPOM BbIMNOMHAMCS aHanus.
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