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NENELIUA NOKYCA AZF (P3H Ne 2014/2078)

L]0CTOBEPHO YCTaHOBIIEHO, YTO MYXCKOE U1 XEHCKOE BECINI0ANE BCTDEYAETCS C OAUHAKOBOI YaCTOTOM; MPUMEPHO
B TDETV C1y4aeB UMEET MECTO COYETaHMNE XEHCKOro U Myxckoro becrnoaus [1].

Myxckoe 6ecnnogue — HapyLUEHIE MYXXCKOI PENPOAYKTUBHON (MYHKLMM, BbIPAKAOLLEECS B HECNOCOOHOCTN
MYX4WHbI IMETb MOTOMCTBO. Hanbonee pacnpocTpaHeHHbIM 1 3MEKTUBHBIM METOA0M OLIEHKI MYXCKON (epTub-
HOCTY B HACTOSILLIEE BPEMS NPu3HaHa cnepmorpamma. OfHaKo 3T0T METOA He NO3BOMSET BbISBUT NPUYNHY HAPYLUE-
HuiA. B 30-50 % cny4aes 0n1Uro300cnepmis, a300cnepmus 1 npo4me CepbesHbie NPOOIEMbl UMEHOT FeHETUHECKYH)
npu4mnHy [2]. TeHeTYecKne HapyLLEH!S 4aCcTo BCTPEYAKOTCS B CAy4ae OECnNOAHOr0 Opaka u MOTYT He TOMbKO peani-
30BbIBATbCS YEPE3 HAPYLLEHIS CNEPMAToreHe3a, Ho 1 NPUBOANTL K 3HAOKPUHHBIM PACCTPOCTBAM, aHATOMUYECKIM
HapYLLEHNAM NONOBbIX 0praHoB. CKOPOCTb M TOYHOCTb MOCTAHOBKM [1arH03a B [aHHOM Cy4ae UMeeT O0MbLLoe
3HAYeHNe s TOro, 4T00bI HE TEPATb FOAbI HA HEAMEKTUBHOE NIEYEHME.

CornacHo nucbmy M3 P® ot 11 anpens 2003 roga Ne 2510/3797-03-32, cpeam thakTopos, Nnp1BO-
AALWMX K MYXCKOMY 6ecnnoauio, BbIAeNaoT reHeTHYeckue (hakTopbl, ANS BbIABNEHUS KOTOPbIX PEKO-
MEHAYeTCs reHeTU4ecKas ANarHocTuka.

Hanboree 4acto BCTPEYAOLLMECS TEHETHECKME (DAKTOPLI, KOTOPbIE MOTYT NPUBOANUTL K MYXCKOMY OECTI0ANID,
370 fieneuun Y-XpoMOCOMbI B PETVIOHE, Ha3BaHHOM «()akTop a3oocnepmumn» (AZF).

JNlokyc AZF Haxogutcs B 3yXpOMATWHOBOW 00NAcTV AMUHHOTO Myeda Y-XpOMOCOMbI, KapTUPOBAH B CErMEHTE
Yq11.22-23 v copepxuT 60/bLUIOE KOMNYECTBO TEHOB, OTBETCTBEHHbIX 3a BbIPAOOTKY 1 PA3BUTIE CMEPMATO30MI0B.
B 310M pernoHe bl 06HApYXeHbI Kak KpYMHbIe JeneLun, 00HaPYKIMBAEMbIE C MOMOLLbHO LIUTOrEHETUHECKNX METO-
J10B, TaK 1 60M1bLLUOE KONNYECTBO MUKPOLENELWIA.

Cnefyet y4uTbiBaTh, 4T0 MUKpOAeneumu B nokycax AZF - 3To geneuuu, He BbiIBNSIEMble C NOMO-
b0 LUTOrEHETUYECKOro aHann3a, Ho OHY MOTYT NPUBOAMUTL K LIMPOKOMY CMEKTPY HAPYLLEHWI (DePTUbHOCTH
Y MYXUUH: OT NIErKOTO CHIDKEHIS KONMYECTBaA CrepMaro30uioB [0 MOMHOM0 OTCYTCTBIS NOMOBbIX KNETOK B CEMEHHbIX
kaHanbLax (CUHAPOM «TombKo kneTki Gepronu»). [leneunn AZF-nokyca cTosT Ha BTOPOM MECTE N0 4acToTe BCTpe-
YAEMOCTM CPEeN BCEX TEHETUHECKMX MPUYMH MYXCKOro becnnoaus (nocne HapyLueHwuii kapuotuna). Mukpoaeneuun
JI0KyCa XpOMOCOMbI Y 00HapyxuBatotes B cpeaHem B 10-15 % cny4aes asoocnepmin v 8 5-10 % cry4aes 0nnro3o-
OCMEPMIN TSHKENOIA CTENEHN.

MeToauka BbisBNeHua mukpoaeneyui Y-Xpomocombi

CornacHo pykooacTBy Laboratory guidelines for the molecular diagnosis of Y-chromosomal microdelesion
(EMQN) (1999 r.), ans NpoBeAgHNs JaHHOr0 BIAA WCCNeN0BAHMIA PEKOMEH/YETCS UCMONb30BaTh ONPEAeneHHbIe
STS-mapkepsbl (Sequence-tagged sites — BbICOKOKOHCEPBATIBHbIE YHUKANbHbIE NocneaoBarensHocTi AHK), nokanu-
30BaHHbIE HA [JIMHHOM Mnieyve Y-XPOMOCOMbI B pasninyHbIx 06nactsax AZF-nokyca. OTcyTcTBUE Y NALMEHTA KAKOrO-
n16o Mapkepa Unm rpynnbl MapkepoB CBUAETENBCTBYET O AeMNeLuin COOTBETCTBYOLLEN obnacTi AZF-nokyca (puc. 1).
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Puc. 1. Cxematnyeckoe n3obpaxenue nokyca AZF n nokanu3auusa ocHoBHbIXx STS-mapkepos

HNeneuun AZF-nokyca n BcnomoraTesibHble penpofyKTUBHbIE TEXHONOIUK

MonekynapHO-reHeTUYeCKINA aHann3 MUKPOAENELN Y-XpOMOCOMbI MO3BOSISIET YCTAHOBUTb NPUYMHY OECTNOANS
N UMEET BONbLLOE 3HA4eHUE NPU MEAVKO-TEHETUYECKOM KOHCYNBTPOBAHIN 6N1arofaps LWPOKOMY pacnpocTpaHe-
HIKO 1 [OCTYNHOCTI METOZI0B MO NPEOA0NEHNID BECTNOANS.

Pan xupypritdeckux npoLieayp MOXET ObITb UCMONb30BAH AN U3BNEYEHIS CNIEPMATO30MI0B Y NALMEHTOB C a300-
cnepmieit. 3Ty NpoLeypbl BKKHAIOT B Ce05 aCnmpaLmio cnepmaro3ouos n3 npuaartka audka (PESA) unn acnmpa-
L0 CNepmaTo3010B 13 TKaHu sndka (TESA). MonyyeHHbIe nyTem 61oncim cnepMaro30nbl MOXHO KpUOKOHCEPBIA-
POBATL W/MNK NCMONb30BATh ANS AaNbHENLIEr0 LyKNa 3KcTpakopnopanbHoro onnoaoteopeHis (3K0). Buisenerue
neneunin AZF-nokyca no3BonsieT OLEHIUTb BEPOSTHOCTb 0OHAPY)XEHNS CNepmMaTo30ngoB npu broncumn sudka [3], 4to
HE0OX0AMMO NS BbIOOPA NPaBUIbHON TAKTUKIA JIEYEHIS.

[pu BbISIBNEHWI TEHETHECKIX NPUYUH OECNINOANS, 0COOEHHO B CNy4ae HenomnHbIx AZF-aeneuuil, BO3MOXHO ero
npeogonerue ¢ nomoLbto metoga IKO/MKCK (ot ICSI - Intra Cytoplasmic Sperm Injection — BBeigHIe CNepmMaro30-
naa B uuronnasmy oounta). MepeoHavansHo MKCK 6bina npeanoxera ans npeofoneHns TMKenbix Hopm MyXCKoro
oecnnoans. OfHAKO C Te4YEHNEM BPEMEHN NOKA3aHUS K 3TOR MAHUNYNALMIA CYLIECTBEHHO PAaCLUMPUIKCH, NO3TOMY
nouck aeneuyin B Nokyce AZF B HaCTOALLIEE BPEMS CTAHOBUTCS PYTUHHOIA AUArHOCTUKON [11S1 BbIIBIEHUS STUONOTUY
HAPYLLEHWI CriepmaroreHesa npi nnaxuposanui nporpammbl IKO.

Cneayer y4nTbIBaTh, YTO B CIy4ae 3a4atus geneunst Y-xpoMoCcOMbl 00513aTe/bHO NEPEAABTCS MO MYXCKOA NHUY
BCEM CbIHOBbSIM MyX4iHbl [4]. B nuTepatype 1MetoTcst COOOLIEHNS O TOM, YTO Y CbIHOBEI pasmep MUKPOAene-
Lt MOXET ObiTb 60M16€ 0OLIMPEH 1 J@Xe A0CTUraThb Pasmepa NoHORA Jeneuun. 310 NokasbiBaeT He0OX0AUMOCTb
LVICTIAHCEPHOr0 HAOMIOAEHS 33 Manb4uKkamu, POXAeHHbIMU nocne npuveHerns MKCI y 0TLoB ¢ MukpoaeneLmamm
B Y-XpOMOCOME, 11151 OLEHKIA 11X (hepTunbHOro cTatyca [5]. Takxke Takum AeTM MOXET ObiTb PEKOMEHI0BAHO NPOBE-
JEHNE KPUOKOHCEpBaLmMy Crnepmato30nioB B MOIOAOM Bo3pacTe [6].

Y NaumeHToB ¢ 00LLIMPHLIMU MUKpoaeneLuamu npi nposeaeHnit 3KO BO3MOXHO UCMONb30BATb METOL, NPeanM-
MNAHTALVOHHOI TEHETUYECKON ANArHOCTVKIA ANs NEPEHOCA B MATKY TOMbKO 3MOPUOHOB XEHCKOr0 NoMa, YT0 N03B0-
NNT NPeOTBPATUTL Nepeaady aeneuun notomeTsy[E1].

Ctpyktypa AZF-nokyca

Jlokyc AZF ycnoBHO pa3zesnied Ha Tpu cyopernoHa: AZFa, AZFb n AZFc. B kaxaom cyOperoHe 1oKani3oBaHsl
FeHbl, BOBJIEYEHHbIE B KOHTPOSb CriepmaroreHesa. [eneunn, UMetoLLmue KnMHUYeCKne NposBNEHNs B BILE THKENON
ONMro300CMePMIAN 11 2300CMEPMIAN, MOTYT 3aTpariBatb 0AuH nokyc AZF nnn 6ornee.

Cy6peruon AZFa copepxut tpu reHa — UTY, USPIY n DBY. B cnyyae aeneuun resoB USPIY u DBY y myx-
YIH UArHOCTUPYHT a300CNEPMUID C CUHAPOMOM «TONbKO KNETKM GepTonin», COOTBETCTBEHHO NPY MOJHOM JeNeLuy
BCEro /10Kyca HabnoaaeTcs TOT e (PeHOMEH. [laHHbIA CyOpPerioH He COAEPXXIUT NOBTOPSKOLLMXCS NOCEA0BATE b=




HOCTE, 11 ero AeNeLuit BCTPEHAKOTCS C HU3KOA HACTOTON (MpUMepHO 5 % 0T BCEX MIKPOLENeLnid Y-XpOMocombl) [7].
Mapkepbl, NO3BONAKLLME BbISIBNATHL [AENELM 3TOr0 CyOpPerinoHa, UMetoT 0003Ha4eHns sY84, sY86 n sY615.

CYnTaeTcs, 410 AAXe 0[HOr0 HenonuMopdHoro STS-Mapkepa OCTaTo4HO Ans MAEHTUUKALMA feneLn B cyo-
pernote AZFa, Ho yBENYEHINe KONMYECTBA MAPKEPOB MOBILLAET TOYHOCTb ANATHOCTUKIA 11 NOITOMY PEKOMEHYETCS
NCMoNb30BaHNe X0Ts Obl ABYX MapkepoB — SY84 1 sY86 [8].

OtcyTcTBue 060ux Mapkepos npakTinyecku co 100 %-it BEDOATHOCTBIO CBUAETENBCTBYET O NONHOM Aeneunn AZFa-
cyopernoHa [8]. Y naunenToB ¢ nonHoit aeneuvein AZFa (otcytcTere o6onx reHos cybpernona AZFa-USP9Y v DBY)
MpakTU4eCKM BCeraa HabNKLaeTCca CUHAPOM «TOMbKO KreTkin GepTonns nepBoro Tuna, KOTOPbIA XapakTepuayercs
MOJHbIM OTCYTCTBMEM KINETOK CIePMATOreHHOr0 Psifia B CEMEHHbIX KaHanbuax [9]. B cny4ae nontHor aeneuuyn cyope-
rnoHa AZFa He pekOMEH/YeTCS BbINOMHATb NPOLEAYPbI N0 BbIAENEHN CEPMATO3010B, TaK KaK UCXOL NPOLEYPb!
TESA 151 MyXXHUH C TakiM TUMOM JeNeLin KpainHe HeOnaronpusiTeH.

Cy6peruoH AZFb comepxut nocnenoarenbHOCTY, NPELACTABIEHHBIE B OHON KOMUIA, 11 BbICOKOMOBTOPSHOLLIECS
MpsIMbIE 11 IHBEPTUPOBAHHbIE NANVHAPOMHbIE NOCNEA0BATENBHOCTI. B JaHHOM CyOperioHe kapTposaH re RBMY,
KOTOPbIA ABNSETCS BbICOKOKOMNUAHBIM reHoM (0T 30 [0 40 konuit), Npi 3TOM HEKOTOPbIE U3 3TIX KOMWI SBMSKOTCS
rcesaoreHami. [leneuyum ofaHoM Konum Ui HECKONbKIX konnid reHa RBMY BbISBNAKOTCS Y MY)XHIH C a300CNEPMUEN
NN THKENON 01Mro300cnepmMueit.

NHTEpecHo, 4To, X0t Konun RBMY-reHa 00Hapy»eHbl 1 B Apyrix 00/1acTax Y-XpOMOCOMbI, (DYHKLNOHAMBHbIE
konmu reHos RBMY, ckopee Bcero, UMeoTest Tobko B AZFb-CyOperioHe, Tak kak npi MUKPOZENeLmsx 3Toro y4acTka
NPOAYKThI, Koaupyemble reHam RBMY , He y3HaroTes cneundonyHbiMi aHtutenami. Leneunn nokyca AZFb Bctpeya-
toTCS NpuUMepHO B 16 % cpeam Bcex Mukpoaeneuuii Y-xpomocombl [10].

bonbLLoe 3Ha4eHne Ang AuMarHoCTUKI UMEeT nonHas aeneuns AZFb-cybperinoHa. B COOTBETCTBIN C YKa3aHNAMN
European Academy of Andrology (EAA) n European Molecular Genetics Quality Network (EMQN), B nogasnstoLem
OONBLUMHCTBE Cy4aeB npu OTCYTCTBUM [BYX Mapkepos (SY127 n sY134) nmeetcs nonHas aeneunst AZFb-pervona.
B cnyyae nonxon aeneunn AZFb, a takxe nenedun AZFb ¢ 3atparvieaHnem AZFa 00b14HO HAOMKOAAKTCA THKENbIE HA-
PYLLEHIS CNIEPMATOreHe3a C BbICOKIM PUCKOM CUHAPOMA «TOMbKO KNeTki Ceptonu». B cry4ae anctanbHoi aeneuuu
AZFb n AZFc HapyLueHus cnepmatoreHes3a MoryT ObiTb MeHee TshxenbiMiA. [1py nonHon aeneuun AZFb-cybperionHa
MOXET NPUCYTCTBOBATH 3a[EPXKA CO3PEBAHNS CEPMATO30M0B B X0/€ CriepmaroreHesa, pesynsrar TESA npu atom
He6NaronpUsTHBbIN.

[eneunn cyépernona AZFe sctpeyatotes Haie Beero (10 60 % Bcex Mukpoaeneuuin Y-Xxpomocombl). I1pots-
XEHHOCTb IAHHOO CybpernoHa cocTaBnsier npumepHo 3,5x108 HyKNeoTuaHbIX nap, OH COCTONUT B OCHOBHOM 113 6110-
KOB BbICOKOMOBTOPAKLMXCS NOC/EA0BATENbHOCTEN, KOTOPbIE OPraHin30BaHbl B NaNMHAPOMHBIE CTPYKTYPbI, 4acTo
nozsepratowecs aeneuusm [11].

B 310M y4acTke Haxoautcs cemeictBo reHoB DAZ (Deleted in Azoospermia, reHbl, AeNeTMpoBaHHble Npu a300-
CMepmMuu), NPeLCTaBEHHOE HECKONBKIMIA PA3NIAYHBIMU FeHaMIA. Y MyXHUH Npu coxpaHeHuu aByx DAZ-reHoB Hapy-
LLIEHMS CIEPMOrpamMmbl MEHEE BbIP@XEHbI, 4eM Y NALMEHTOB, Y KOTOPbIX OTCYTCTBYHOT BCE YETbIPE reHa.

[ns neneunn b2/b4 cybpernona AZFc BbicokocneumduyHbl ABa Mapkepa: sY254 n sY255, B cny4ae 31oil fe-
NeLnn TepstoTcs Bee Konum reHa DAZ [8]. TucTonorneckas kapTiHa andka MOXET ObITb PA3NIN4HOIA, PEKO MOXET
HAONKOAATBCS CUHAPOM «TOMbKO KNeTki CepTonu> BTOPOTO TUNa, Npu KOTOPOM B CEMEHHbIX KaHanbliax npucyTcT-
BYET TOMbKO HE3HAYUTENIbHOE HUCMO KMETOK CrepmartoreHHoro paga [12]. Ha ructonormdeckix Guontarax au4ka
00HaPYXMBAOTCA 00/1aCTU COXPAHEHHOrO CrepMaToreHesa.

B nokyce AZFc Gbin onucaH HOBbIA TUN Y-Aeneuuid, Tak HasbiBaemas gr/gr-geneums, [13; 14] npu kotopoit
Habnopaetca aeneuns mapkepa sY1291. Mpu 310/ aeneuyn Bbinagaet nonosuHa cyopernoHa AZFc, 410 npueo-
[T K U3MEHEHWIO KOMUYECTBA KOMUIA TEHOB, PACMONOXEHHbIX BHYTPW 3TOI 06/acTu. Y HocuTenei gr/gr-nenewni
B 7 pa3 MOBbILLIEH PUCK PA3BUTIAS ONUTO300CNEPMIAN, TAKXE ECTb [JaHHbIE, YTO HANN4We 3TOI AENELN NOBbILLIAET
PUCK PA3BUTUS repMIHOTEHHbIX OnyXxonei sinyka [15].

AZFc-mukpogeneumn 00bI4HO He CTOMb ryOUTENbHbI ANg CNepMaroreHesa, kak Mytauun B nokycax AZFa unm
AZFb. 06 3TOM CBMAETENBCTBYET TOT (DAKT, YTO Y 2/3 NALMEHTOB C Aeneuyamu B cyoperiose AZFc npu Guoncum
An4Ka MoryT ObITb NOMYYeHbl CNEpMaTo30Mapl AN NoCnemdyoLero ux nenonb3osans 8 npoueaype IKO. Kpome
TOr0, B NUTEPATYPE ECTb CBEAEHNS O Cryvasx OTLOBCTBA Y NalneHToB ¢ AZFc-aeneumamu u 0nnuro300cnepmueis.
B 10 e Bpems, BCE NOMbITK NOMy4eHUs TECTUKYNAPHBIX CNIEPMATO30M0B Y NALMEHTOB C AeNeLuamu pernoHoB AZFa
1 AZFb He aann nonoXuTenbHbIX Pe3ynbraros.



B COBOKYMHOCTH, UCCNEN0BAHNS TEHETUHECKMX NPUYIH MYXCKOr0 OECMNOANs BbIABUMN CNEAYHOLLNE 3aKOHO-
MEPHOCTU:

< [eneunmn Y-Xxpomocombl Hanbosee 4acTo BCTPEYAOTCA Y MyXHKH C azoocnepmueit (8—12 %), nanee —y Myx-
YIH C onmurosoocnepmuneit (7 %);

< [IENELNN KpailHe PeKo 0OHAPYXNBAIOTCA Y MYXHMH C KOHLIEHTPALIAEA CNIEPMATO30MA0B > 5 MIH/MIT (0KONO
0,7 %);

< [IENeunn Hanbonee 4acTo BO3HIKAOT B cyOpernoHe AZFc (npubnusutenbHo 65—70 %), aanee — B cyoperu-
oHax AZFb n AZFb+c unn AZFa+b+c (25-30 %), B T0 Bpems kak Aeneuun B cybpernoHe AZFa BCTpeyatotcs
3Ha4MTENbHO pexe (5 %);

¢ NONHas aeneuus cyopernoHos AZFa n AZFb cBsi3aHa ¢ THKeNbIM TECTUKYNAPHBIM (EHOTUMOM, CUHAPOMOM
knetok GepTonn u cnepMatorerHbiM 610koM . [onHas geneuns cyopernoHa AZFc npuBoanT K pasnnyHomy
(heHoTUNY: OT a300CNepMIAN A0 onamrosoocnepmian [9, 16-18].

Moka3aHusa kK reHeTM4ecKOMy aHanu3y
B cooTBeTCcTBUN ¢ KNUHNYECKUMI PEKOMEHALMAMM EBPONEICKOIA acCoLAaLmm yposioroB no Myckomy 6ecnio-
ano, 2016 . npu reHeTNYeCcKX hakTopax 6ecnnoans MoXeT ObiTb PEKOMEHI0BAHO creaytoLlee (Tabn. 1):

Tabnuua 1. Pexomenpaauun EBponeiickoro obwiectsa yponoros, 2016

Knacc
PEKOMEeHAaLumn

PekomeHpauuu:

MyX4uHam C TSHKenbIMU HApYLIEHUSIMU CriepMaToreHesa (<5 MnH cnepMato30uzoB/mi)
HaCTOSTENbHO PEKOMEHAYETCS BLINONHATL TECT HA HANMYINE MUKPOAENeLi Y-XpOMOCOMbI

ECnm y MyX4iHbl BbISIBNIEHbI CTPYKTYPHbIE aHOMANUI CEMSBBIHOCSLLEr0 NPoToka (6unate-
PasnbHOE OTCYTCTBUE CEMABLIHOCALLIEr0 NPOTOKa, YHINATEPanbHOE OTCYTCTBUE CEMSABBIHOCA-
LLIero NPOTOKA), BAXKHO VUCKMKYUTL HAMNYIAE Y HErO 1 MapTHePLUI MyTaLn reHa MyKOBUCLIN-
no3a (CFTR)

[EHETIYECKOE KOHCYNIETUPOBAHIAG SBNIAETCS 06513aTeNbHbIM KaK [/t nap, y KOTOPbIX NP KIAHK-
YECKOM WIN TEHETUYECKOM 00CIBA0BaHMI GbIN HaiEHbI TEHETUYECKIE AEEKTbI, TaK U 15
MNaLNEHTOB, KOTOPbIE MOTYT ObITb MOTEHLIANLHbIMU HOCATENSIMIA HACTEACTBEHHbIX GONE3HeN

He pekomeHayetcsd NpOBOAWTL TECTUPOBAHWE MYXHMH HA HamM4ue MUKPOAENeuuil
Y-XpOMOCOMbI, eCiu HasHayeHa npougaypa VIKCW npu 06CTPYKTBHORA a300Ccnepmin, no-
CKO/IbKY OHA NMPeAnoaragT HopMasbHbIid CepmaroreHes.

MHdopMMpoBaTb MYX4UH C MUKPOAEneLmeid Y-XxpOMOCOMbI W X NMapTHEpLL, KOTOPbIM Ha-
3HaueHa npoueaypa MKCI, 4to MUKpoAgneLmin MoryT ObiTb HACNEA0BaHbI CbIHOBLSMM

CTaHAapTHbIV aHanM3 KapruoTMna MOXET ObITb PEKOMEHO0BAH BCEM MyXYMHAM C HapyLle-
HUSIMI cnepmarToreHe3aa (cnepmato3onabl <10 MIH CnepmaTo301a0B/Mi), KOTOPbIM MOXET
ObITb Ha3HayeHa npoueaypa IKO

w > > > > >I

leHeTHYECKUA aHann3 NPoBOJMUTCA:

% B KOMNJEKCE AMArHOCTU4ECKIX METOL0B NP 06CNe0BaHAM GECTIONHON Napb;

< L1191 PELLIEHNS BONPOCa 0 BbIOOPE afieKBATHbIX CNOCOO0B NPEOAONEHNS OECMNOANS:;

% 1151 OLEHKM BEPOSTHOCTA BbIAENEHIAS CIEPMATO301/10B NP ONepaLmax OTKPbITOI BUONCKIA 4K C NOCTeaYH-
LLIel 3KCTpaKLyer cnepmaro3onaos (TESE) vunu npu acnvpam cofepxumoro npiuaarka sinika (MESA), a Takxe
YPECKOXHbIX aCTIMPALIMOHHBIX ONEPATVBHbIX BMELLIATENBCTBAX Ha npuaaTke audka (PESA) unu audke (TESA).

“% [IN9 OLEHKM PUCKA HAPYLLEHWI (DEPTUMLHOCTM Y ChIHOBE MYX4UH C BbIABNEHHbIMI Aeneunsami AZF.



WUcnonb3oBanue MonekynapHo-reHeTU4eckoro TecTUpoOBaHUs No3BoNAET:

« NOCTaBITb 3TUOMOMMYECKM KOPPEKTHBIA AMArHO3, @ HE KOHCTATUPOBATH MMEHOLLIMECS CUMMTOMBI;

% 1130€XaTb HEHYXXHOr0, HE3MEKTNBHOIO 11 4acTO [OPOrOCTOALLEr0 IMMNMUPUYECKM HA3HAYAEMOrO JIEYeHNS;

« CN0oco6CTBOBATL OXIAAEMON 6EPEMEHHOCTI 11 POXEHNI0 3[40P0BOr0 PeOEHKA AAXe NpY HANYMK FEHETIYe-
CKMX aHOMannii 6aroaaps npasuibHO BbIOPAHHOMY METOAY BCMOMOTaTeSIbHOM PENPOAYKTUBHOI TEXHONMOMAN;

« COKPATUTbL CPOKI 06CNEN0BaAHNS.

Komnauus «[JHK-TexHonorus» paspabotana Ha6op peareHToB ans onpeaenequa geneunit AZF no-
Kyca metogom MLIP B pexume peanbHoOro spemeHu «f'eHeTUKa HacneAcTBEHHbIX 3abonesaHuin. [lene-
uumn nokyca AZF». (Tabn. 2 u 3). B aHanuTn4eckyto naHesnb BKNKHeHbl 13 HENONMMOPMHbBIX MapKepOB, NO3BONSHO-
LLMX BbISBNSTH [eNeLnm Bo Bcex nokycax AZF, naeHtndukauys reda SRY ans noatBepxaeHNs Hanu4ns KopoTkoro
nneya Y-XpoMocombl 1 (hNyOPECLIEHTHbIA MApKep [151 aBTOMATU4ECKO NPOBEPKIA NONOXKEHNS CTpIMa B NPUOOpe.

Tabnuua 2. TexHn4EeCKMEe XapaKTepuCTUKKU U COCTaB Habopa peareHToB

Komnmn4ecTBo TeCTOB B Habope 24 TecTa
dopmar peareHToB PackanaHHblii
Pacteop Tag-nonumepass! 4 npobupku (no 500 mkn)

4 npo6upku (no 1,0 mn)

24 cTpuna no 8 npo6upok (no 20 MKr)
Ha 1 npo6upka (150 mkn)

LlenbHas KpoBb

12 mecsLes

+2...+8 °C

Macno MuHepanbHoe

CMech Ans amnandukaLn, 3angvaraHHas napauHom
[1010XNTENBHBIA KOHTPOSbHbIV 00pa3eL

Marepuan g aHanusa

Cpok rogHocTm

Temneparypa xpaeHus

Tabnuua 3. CoctaB cTpunos «[leneuuu nokyca AZF», UBETOBas MapKMpoBKa W KaHanbl fETEKLUM
NPOAYKTOB amnnuuKauuu

Kanan perexkuum

R e
1 sY134 sY242 lony6oi
2 sY142 sY255 -
3 sY615 sY254 -
4 sY1125 sY84 - 5
5 benblil
5 sY1197 sY86 Mapkep becuBeTHbIN
6 sY1206 sY127 -
7 sY1291 - -
8 SRY KBM -
TexHonorus:

nonuMepasHas LenHas peakLis ¢ AeTEKLMEI pe3ynbTaTos B pexMe peanbHoro BpeMeHin (KaYecTBeHHbI Mymb-
TUNNEKCHBIN aHaNu3).



Pearentbl gns soigenenusa [AHK:
o «[IPOBA-PAMNO-TEHETUKA>:;
o «[IPOBA-TC-TEHETIKA».

MuuumanbHoe konuyecto [IHK ana aHanu3sa:

Konnyectso aHanuaupyemort [IHK 4omkHO ObITb He MeHee 1,0 Hr Ha amnindnKaumoHHYK NpooKpKy, 4T0 COOT-
BeTcTByeT Cp < 32,0 Ha Kanane aeTekuun KBM (Hex) B COOTBETCTBYHOLLEH NPOOUPKE NOCIe NPOBeAeHUs amnamndn-
kauuu. Mpu nenonb3osaHun MenbLiero konnyectsa IHK (Cp > 32,0 Ha kaHane aetekuyn KBM (Hex)) BO3MOXHO
Mony4eHne HeloCTOBEPHOrO pesyrbrara.

[ins npoBefieHns aHanu3a Heo6XxoauMbl ceyHoLKe PacXoHbIe MaTepuanbl U 060pyAOBaHME: LITATVB
W Hacazka Ha MAKPOLEHTPUEDYTY (BOPTEKC) AN CTPUNOBAHHOMO NACTIAKA.

MpenmylyecTBa Habopa peareHToB «feHeTUKA HacNeACTBEHHbIX 3aboneBaHuit. [leneuun nokyca AZF»:

e ACMOMb30BAHIE HECKOMBKMX (DITYOPECLIEHTHbIX KDACUTENEN NO3BOMSET COKPATUTL KONMUYECTBO NPOOUPOK, No-

CKOJTbKY MOSIBSIIETCS BO3MOXHOCTb OJHOBPEMEHHO PErUCTPIUPOBATH PE3YNbTaThl Pa3HbIX PEAKLMIA aMnangu-
Kauuu, NPOXOAALLMX B OLHON NPOOUPKE;

« (hnyopecLeHTHas MeTka Rox — «Mapkep» npeaHasHadveHa ans onpeaeneHus nonoXeHus CTpunoBaHHbIX npo-
Oupok (cTprnoB) B nnatuke. Mocne npoxXoxaeH!s amnnduKaLum nporpaMmma CpaBHUBAET 3ajaHHOe onepa-
TOPOM PACMONOXEHINE C NPOOUPOK C PeanbHbIM NOMOXEHNEM MapKepa — UCKIKYeHIe OWwnboK oneparopa n
PUCKA NOJSTY4eHNst HEKOPPEKTHBIX PE3YSbTATOB aHANN3a;

o KBM — ncknto4eHue ownbok npeaHanuTn4eckoro arana B cy4ae HeAoCTaTouHOro 151 aHanm3a Konn4ecTsa
B3STOr0 Matepuana;

o TOTOBbIV (halifibl C NAPAMETPAMM TECTOB — MAKCUMAIIbHOE YNPOLLEHME PaboTkl Oneparopa.

06opynosanue, Heobxogumoe Ans NpoBeAEHUs aHanu3a

Habop peareHTOB npeaHasHa4yeH Ans WCMONMb30BaHAS B NabOPaTOpWsX, OCHALLEHHbIX AETEKTUPYHOLUMM
amnnudpmkatopamu ans MLP ¢ geTekyueil pe3ynbTaToB B PEXUME PeanbHOro BpemeHu (npuéopbi cepum
«[1T» npoussoacTea 000 «HMO JHK-TexHonorus»): «ATnaitr», «dTnpaitm» 1 «[T-96» (puc. 2).

«dTnpaiim»

Diprime 5

«ATnait»

Puc. 2. Mpu6opbi cepun «[4T» npoussopcTea komnanuu «[HK-Texnonorus»




[purbopsl cepum «[T» ocHaLLEHb! creuranbHo paspaboTaHHbIM PYCCKOA3bIYHBIM MPOrpamMMHbIM 00eCneYeHu-
M, NOAJEPXKNBAIOLLM ABTOMATUYECKYH 00pa0O0TKY [aHHbIX 1 Bblgady Pe3ynsratos 1CCNeN0BaHNs B YA00HON
AN uHTEpnpeTauni opme (puc. 3). YHIKanbHbIe TEXHUYECKINe XapakTePUCTUKIA NPUOOPOB NO3BONAKT COKPATUTH
Bpems amnandukauun 1o 1 4aca 20 MuHyT, a 06LLEe BpEMA NPOBEAEHNS aHann3a — A0 2 4acoB 30 MUHYT. 310
3HA4NUTENBHO 3KOHOMUT BPEMSA CCEA0BAHMS 11 00ECTEYMBAET BbICOKYHO MPONYCKHYHO CNOCOOHOCTH 1ab0paTopui.

A
Mpotokon: 1 Oneparop: octs Nara 10 Anpens 2018, 17:24:55 | | Pesynwtarui |
i MI 5 Ne Wccnenosatue Cp Peaynetar :'
Tecrs: | AZF 4 SR 80X D D6paseu_3 AZF
= sY134 281 N
Meroa: I eomerpuueckuit (Cp) Z] [T I @ Fam vl ﬁ 242 %9 N
B3 sY142 283 N
9000 |l sY255 257 N
o sYB15 281 N
c =) sY254 26.0 N |
D3 sY1125 268 N
7000 =] sY84 27.7 N
sY1197 280 N
ol E3 sY86 284 N
- L] Mapkep - -
5000 3 sY1206 283 N
o] sY127 279 N
£000 E sY1291 - DEL
5 - SRY 239 +
2000 KBM 27.2 +
O6pazey_4 AZF
200 Ad sY134 289 N
000 I sY242 27.3 N
B4 sY142 301 N
| sY255 255 N
g T Y615 288 N
! ! ! ! ! ! ! ! ! ! L) sY254 26.0 N
5 10 15 20 25 30 35 40 45 50 sY1125 275 N =
B D4 =
:’: Wkana II Auto«f-' On _ I~ Log Y :I NuHua jl Mapkep # Pexuinbl npocMoTpa AaHHbIX

Mporokon: 8 Oneparop: [ocTb Nara: 29 Mapr 2018, 15:03:54 Pesynbrarel |
KonmerTapuit: =
I :| Ne Wccnenosatue Cp Peaynetar ﬂ
Tecrer | AZF 1 SR80 =% D K+ AZF
= sY134 303 N
Meron: I eomerpuyeckuit (Cp) j [T I @ Fam vl i 242 20 N
c4 sY142 305 N
axe ] sY255 294 N
2000 5 sY615 302 N
| sY254 302 N
1800 6 sY1125 239 N
=] sY84 306 N
HiEL $Y1197 298 N
c7 sY86 292 N
1400
s 5] Mapkep ¥ 5
1200 - Y1206 30,0 N
2] Y127 298 N
1000 c3 sY1291 303 N
SRY 295 +
8
i EI KBM 296 +
600 K- AZF
400 D3 sY134 - DEL
| sY242 . DEL
200 D4 sY142 - DEL
2] sY255 - DEL
g P Y615 5 DEL
200 - : . - : - - : - — | [— sres 2 DEL
5 10 15 20 25 30 35 40 45 50 D6 sY1125 - DEL Ll
i WWkana II Autowdw On  _ [~ Log ¥ :l Nurma jl Mapkep | | ™ Pesxunbl npocioTpa aanHsix




B Onpepenenune geneumit AZF nokyc metogom MLP B pexume peanbHOro BpEMeHHU.
leHeTUKa HacneACTBEHHbIX 3a00NEBaHMIA.

JIEIE! 10 Anpenb 2018, 17:24:55
Homep npo6upku

®.1.0. nauveHTa NOroTMN
Mon

Bospact
OpraHusaums
Bpau Hchopmaums 0 naboparopum
Mpumeyanme

Nnextudukatop 0bpasua: 0bpasew_3

| Ne | Hassamemapepa | oo | Pesymrar |
1 sY86 AZFa = Hopma
2 sY84 AZFa = Hopma
3 sY615 AZFa B Hopwma
4 sY127 AZFb = Hopma
5 sY134 AZFb N Hopwma
6 sY142 AZFb = Hopma
7 sY1197 AZFc = Hopma
8 sY254 AZFc = Hopwma
9 sY255 AZFc N Hopwma
10 sY1291 AZFc || [eneuus
11 sY1125 AZFc B Hopma
12 sY1206 AZFc = Hopma
13 sY242 AZFc N Hopwma
r Onpepenenune geneuunit AZF nokyc metoaom MLP B pexume peanbHOro BpEMeHM.
l'eHeTMKa HacneACTBEHHbIX 3a60N1eBaHMiA.
[lara 29 Mapt 2018, 15:03:54
Homep npo6upku
®.11.0. naupeHta nOroTMN
Mon
Boapact
OpraHusaums
Bpau Hchopmaums o0 naboparopum
[Mpumeyanme

NneHtudukatop 06pasua: K+

| Ne | Hassaweewaprepa | Jowe | Pesymrar

1 sY86 AZFa O Hopma
2 sY84 AZFa = Hopma
3 sY615 AZFa N Hopma
4 sY127 AZFb = Hopma
5 sY134 AZFb B Hopma
6 sY142 AZFb = Hopma
7 sY1197 AZFc B Hopma
8 sY254 AZFc a Hopwma
9 sY255 AZFc B Hopma
10 sY1291 AZFc = Hopma
11 sY1125 AZFc = Hopma
12 sY1206 AZFc ] Hopma
13 sY242 AZFc O Hopma




1| Onpepenenune geneunit AZF nokyc metopom MLIP B pexume peanbHOro BpeEMeHHu.
leHeTUKa HacneACTBEHHbIX 3a00NEBaHMUIA.

[Jara 29 Mapt 2018, 15:03:54

Homep npo6upku

®.11.0. naupeHTa noroTun

Mon

Bospact

Opranu3auus

Bpay Hchopmauua o naboparopuin

Mpuveyanue

NpneHTudukarop obpasua: K-

| Ne | Hassamemapepa | oo | Peaymrar |
1 sY86 AZFa | Jeneuus
2 sY84 AZFa | [Jeneuyst
3 sY615 AZFa [ | Jeneuys
4 sY127 AZFb [ | Jeneuns
5 sY134 AZFb [ | Jeneuus
6 sY142 AZFb | [Jeneuys
7 sY1197 AZFc | Jeneuus
8 sY254 AZFc | Jeneuys
9 sY255 AZFc [ | Jeneuus
10 sY1291 AZFc || Jeneuus
11 sY1125 AZFc [ | Jeneuus
12 sY1206 AZFc || Jeneuus
13 sY242 AZFc | Jeneuus

Ta6bnuua 4. Uutepnpetauums pesynbratos [LP-aHanu3a

HTEpnpeTaLms pe3ynsTatoB NpOBOAUTCS B COOTBETCTBIW C TabnuLei 4.

(A — nccneayemble 06pasLibl, b — OTPULATENBHIV 11 NONOXUTENbHbI KOHTPOMN)

A Pesynbrar (Cp) Pe3ynbTar (Ka4ecTBEHHbIN) WuTepnperauumsa pesynbTart

BbifBneHne mukpogeneumint sY134 — sY1291

Puc. 3. PesynbTatbl aHanu3a B hopmate Rt (npubopbi cepum «[AT») ¢ ucnonb3osaHnem Habopa
peareHToB «[eHeTHKa HacneAcTBeHHbIX 3abonesauuii. [leneuun nokyca AZF»:

A, b — aHanu3 onTu4ecknx n3Mepennit (kaHan Fam) ang uccneayembix (A) 1 KOHTPOMbHbIX 06pasLoB (b);
B-J1 — OnanKu Bblfa4u pesynbratoB aHanusa: ang nauyenta (B), nonoxurensHoro (I') u otpuuarensHoro (L) KOHTponei.

Cp<37,0 «N>» OtcyTCTBME AIENEUMA
Cp»>37,0 «Hf}» COMHITENbHbIA pe3ynbrar
Cp He yKa3aH «DEL» Hanuyue peneuun

KOHTpOsb NpuHaanexHoctu k myxckomy nony (SRY)

Cp<37,0

<+

O6Hapy»eH reH NonoBoil
npuHaanexHoctn SRY

Cp»>37,0

«H[»

COMHUTENbHbIA pe3ynbrar

Cp He yKa3aH

KLK—>>

He 06Hapy>XeH reH nosoBo
npuHaanexHoctn SRY

N — Hopwma, DEL — eneums
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b

sY134 —sY1291
«K—» SRY Cp He yka3aH «DEL»
KBM
sY134 — sY1291
«K+» SRY Cp ykasaH «N>»
KBM

N — Hopma, DEL — neneums

PekomeHayeMble JONOAHUTENbHbIE UCCNEA0BAHMUS:

* 1ICCNEf0BaHINE KAPMOTMNA,
*  CMepMorpaMma,

o KOHCYNbTALWS FEHETUKa,

o YNbTPa3BykoBOE uccnenosane (Y3N) sudexk,

« [1apa TAaKXe [0MKHA PACCMOTPETb BO3MOXHOCTb NMPEAAMMIAHTALVOHHON JNArHOCTUKIA.
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BHumanwe! MHdopmaws, comepxatiasncs B peknamHoM OYKNeTe, MOXET He COBNAaAaTh C akTyasnbHOI BEPCUEN CNeLunduKaLmmy Ha yKkasaH-
HbIil npoaykT. Bepeus 051-3.
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