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B cTatbe NpuBOAUTCA ONMCaHWe CEMEHOrO Clyyas NEPBUYHOTO MYXCKOrO 6ECMNOANS, BbI3BAHHOMO NEPBUYHOM LUAUAPHOIA
auckuresueit (MLUA). Y iBYx poiHbIX 6paTheB € TOTaNbHON aCTEHOTEPATO300CNEPMUEN, MO LAHHbIM 3EKTPOHHON MUKPOCKO-
MUY, BLIABEHO TOTaNIbHOE OTCYTCTBME HAPYXHBIX U BHYTPEHHNUX AUHENHOBLIX PYYeK aKCOHEMbI XIYTUKOB CNepMaTo301o0sB,
4yTO CBUAETENLCTBYET 0 Hanuuuu MNLUJ. B aHamHe3e y 0601x naLueHToB oTMeUeHbl noBTopHble nporpammsl IKO/ICSI 6e3
MONOXKUTENbHOTO pe3ynbTarta. MaLuueHTbl He UMen 06PaTHOTO PacnoNOXKeHUs BHYTPEHHUX OPraHoB U NPU3HAKOB NOpaxe-
HWA AblXaTeNbHOI cucTembl. [IBa Apyrux 6para 6binn 30poBbl U GepTUNbHLI, y 060MX UMEeeTCA No ABOE feTell. Y ofHOro 13
HWX (COCTOUT B KPOBHOPOACTBEHHOM OpaKe) BbifBNEHA HeTsxenasn GpopMa acTeH0300CNEPMUH, Y CbiHA OTMEYEHO 06paTHOe
pacnonoxeHue BHyTPEHHWUX OpraHoB (situs viscerum inversus). Npu NONHO3K30MHOM CEKBEHUPOBAHUM OOHAPY)XEH NaToreH-
Hbli1 BAapUaAHT HYKNeoTUAHOI nocnefoBarenbHocT ¢.461A > C B 3k30He 4 reHa CCDC103 B roM0/TeMU3UTOTHOM COCTOSHUN Y
cn6cos ¢ NUJ, y ux deptunsHoro 6pata — B reTepo3nroTHOM cOCTOAHUM. Vcnonb3oBaHue 3NeKTPOHHON MUKPOCKONUM cnep-
MaT030MA0B C NPOBEAEHNEM CEKBEHUPOBAHMA IK30Ma NO3BOMIO BbIABUTb MPUYNHY TOTANIbHOM aCTEHOTEpPaTo300CNepPMUM 1
AMArHOCTUPOBATb reHeTUYECKYIo (hOPMY MYIKCKOTO BeCrnoAms, CBA3aHHYI0 C aHOManuei CTPOEHUS aKCOHEMBI.

KniouyeBble cnoBa: akcoHeMma, nepeBuYyHaa UMnnapHaa oUCKUHe3na, CAHLAPOM KapTareHepa, MYyXCKoe 6ECI'IJ'IO,U,VIE,
acTeHo3oocnepmusa.

A family case of male infertility with total asthenozoospermia caused by structural abnormalities
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The article describes a family case of primary male infertility caused by primary ciliary dyskinesia (PCD). According to the data

of electron microscopy of spermatozoa, two siblings with total asthenotheratozoospermia have a total absence of external and
internal dynein axoneme handles in the flagella of spermatozoa, indicating the presence of PCD. Both patients had a history of
repeated failures of IVF/ICSI programs. The patients did not have situs viscerum inversus and signs of damage to the respiratory
system. The other two brothers were healthy and fertile, and both have two children. Non-severe asthenozoospermia was
revealed in one of fertile brothers (who is in a consanguineous marriage), and situs viscerum inversus was mentioned in his son.
Whole-exome sequencing revealed a pathogenic variant of the c.461A>C in exon 4 of the CCDC103 gene in a homo/hemizygous
state in both siblings with PCD, in their fertile brother — in a heterozygous state. The use of transmission electron microscopy of
spermatozoa with exome sequencing made it possible to identify the cause of total asthenotheratozoospermia and diagnose the
genetic form of male infertility associated with an ultrastructure anomaly of the axoneme.
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BBepeHue

Hapymenne My>kcKoit epTHIBHOCTH YaCcTO CBSI3aHO
CO CHIDKEHMEM KOJIMYEeCTBA WJIM Ka4ecTBa CIIepMaToO30M-
noB. OMHOI U3 4acThIX (POPM MaTO300CTIEPMUN SIBJISIETCS
acteHo3oocnepmus. [lomHasi HEMOABMIKHOCTH CIlepMa-
TO30MIIOB (TOTajbHAsl ACTEHO300CIEPMUSI) BCTpeUaeTCs
pPEIKO M MOXET OBITh BBI3BaHA Pa3IMUHBIMU T€HETHYC-
CKHMMU U HETreHeTUYECKUMU TpuurHaMu. Cpenu reHeTr-
YeCKU OOYCIIOBIICHHBIX TSIKEITBIX (DOPM acTeHO300CTIep-
MHUH M acTeHOTepaTo300CIIepMMU Haubojiee YacThIMU
SBJIIOTCS TlepBUYHAsl LuiavapHasi auckuHesus (ITLLT)
u cuHapoMm KaprareHepa xak ee yactHast ¢opma [1-3].
ITLLL siBisieTcst OAHOM U3 CMHApPOMAaJbHBIX (hOpM Mep-
BUYHOTO Oeccrionusi (TIPEUMYIIECTBEHHO MYKCKOTO),
KOTOpasi MOXKET OBITh CBsI3aHa C TOTAJIbHBIM WJIW YaCTUY-
HBIM ITOPaKCHUEM PECHUTYATOTO SITUTEINS U B PSIAC CITY-
YyaeB XapaKTepU3YyeTCsl XPOHUUYECKUM BOCHATUTEIbHBIM
MopaxeHueM pecrupaTopHoro Tpakta. Okomno 50% ma-
uueHToB ¢ ITL/] uMmeroT rosHoe (Situs viscerum inversus)
WIM HEMOJHOE OOpaTHOE PAaCIOJIOXEHUEe BHYTPEHHUX
OPTaHOB C pa3IMYHBIMUA BapMaHTAMH TeTePOTAKCUU
(OMIM # 244400), yto XapakTepHO IS TAalMEHTOB
¢ cuHagpomoMm Kaprarenepa [4]. AHOManuM IIOBOPO-
Ta BHYTPEHHUX OPTaHOB OPIOIIHOI 1 IPYAHOMN MOJOCTU
BO3HUKAIOT B (heTAJTbHBIN IEepHO BCICACTBUE ITOJHO-
o WIX YaCTUYHOTO HAPYIICHMS] ABMKECHUS KUIKOCTH,
00€eCIeuynBaeMoro JBUTATEIbHON aKTUBHOCTBIO PECHU-
YyeK SIIUTENSI, BBICTUJIAIOIIEro JaHHbIE IMOJOCTU [5].
ITIJI — reHeTMYeCKU BBICOKOTeTepOTreHHOe 3aboJjieBa-
HIUE C ayTOCOMHO-PEIECCUBHBIM (1 peako X-CIeIUIeH-
HBIM) TUIIOM HacienoBaHus. OnucaHo 6osiee 50 TeHOB,
cBsi3aHHBIX ¢ [TL /I, MOCTOSTHHO BEISIBIISIIOTCS] HOBBIC MY-
Tanun [6], MOCKOJIBKY B COCTaB PECHUYEK BXOIUT IPH-
MepHO 250 pa3TUIHbIX OEJIKOB, ¥ TTATOTeHHbIE BAPUAHTHI
BO MHOTMX (€C/Id HE BCEX) MOTYT OBITh MOTCHIIMATbHO
cBsi3aHbl ¢ pazputuem [T,

AKCOHEMa — KJIETOYHAs CTPYKTYpa, COCTABIISIIOIIAS
OCHOBY PECHHMYEK M XTYTMKOB M HEoOXommMmasl It UX
IBUTATETbHON (DYHKIMU (TIOOBIKHOCTH). B HOpMe ak-
COHEMa COCTOMT M3 AEBATU Map (IYIJIETOB) MUKPOTPY-
00UYeK, PACITOJIOXKCHHBIX IO OKPYKHOCTH BOKPYT IICH-
TpaJibHOM Tapbl MUKpoTpyoouek (MT). Takoii Tum ee
CTpOEHUs1 HOCUT Ha3BaHue (9 + 2), OH KOHCepBaTUBEH
¥ YHUBEpPCAJICH ISl KTYTUKOB 1 PECHUYEK BCEX dyKapH-
OTMYECKUX OPTraHM3MOB. MUKPOTPYOOUKM HIEHTPATbHOM
napel Cl1 n C2 coeafHEHBI MOCTUKOM, HECKOJIBKO OT-
poctkoB mpukperieHbl K Cl1 u C2, oOpasysi KOMILIEKC
nenTpaiabHoi mapsl (KIIIT). Kaxkmsrit mepudepraeckmit
JIYTIJIET COCTOUT U3 TMOJIHOM MUKPOTPYOOUKU (CyObeau-
HUILIBI A) ¥ IPUMBIKAIOIIEH K HEl HEMOJHON MUKPOTPY-
6ouku (cyobenquuuubl B) u coenunusiercs ¢ KLIIT pagu-
anpHbIMU cniviiamu [7]. OT cyObemuHUIBI A KaXIoro
IOyIUIeTa B CTOPOHY CYOBCOIMHUIIBI B ciemyromiero mo
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YaCOBOW CTPEJIKE MYILIETA OTXOIAT BBIPOCTHI, COCTOSIIIME
n3 OenKa MMHEWHA, TaK Ha3bIBaeMble TUHEWMHOBBIC Pyd-
ku (I P), HapyxXHast 1 BHyTpeHHsIs1. JlyrieThl COeAMHEHBI
TOHKMMHU HEKCUHOBBHIMHU (IT0 Ha3BaHHUIO OejiKa) MOCTH-
KaMM — HEKCUH-TUHCWHOBBIN PerylIsiTOPHBIN KOMILIEKC
(puc. 1). YacTb 13 3TUX OEIKOB 001adaeT aAEHO3ZUHTPU -
docdaTazHoI aKTUBHOCTHIO. MUKPOTPYOOUKHU TIPUKPE-
IUIEHBl K BUIOW3MEHEHHOM NUCTAJIbHOU LIEHTPUOIN Y
OCHOBaHMUSsI TOJIOBKM CIIepMaTO30Ma U TSHYTCS 10 KOH-
YUKa XTYTUKA. AKCOHEMA KTYTHMKA CIIEPMaTO30UIO0B, B
OTJIMYME OT aKCOHEMbI PECHUYEK, OKPYKeHa TepraKkco-
HEMHBIMU CTPYKTYpaMU — HApY>XKHBIMU TLIOTHBIMU (M-
OpwLIaMi 1 MUTOXOHIPHAIBHON CIIMPAIbI0 B CPEIHEM
oTIese Xrytuka, (pudpo3Hoit 0060J04KOi B OCHOBHOM
OTJeJe XKIyTUKa. AKCOHEMbI U MePUaKCOHEMHBIE CTPYK-
TYpBl TIOKPBITH ILJIa3MaTUYECKOl MeMOpaHOM, SIBJIS-
foreiica MPOTOJDKEHHEM ILIa3MaTUIeCKOM MeMOpaHbI
kaetku [1, 8, 9]. Best aTta cinoxkHas cTpykTypa obecreuu-
BaeT CKOJIb3sIIIIee NBIXKeHEe MUKPOTPYOOUEK, JIexKaliee B
OCHOBE YHAYJISIIINY KTYTHKA.

BoNBIIMHCTBO MAllMEHTOB MMEIOT YIBTPACTPYKTYP-
HBIe 1e(PeKThl aKCOOHEMBI, BRI3BaHHBIC AceKTaMu Oe-
KOB, COCTaBJISIIOIIMX Hapy:XKHBIC U BHYTpCHHUEC TUHEU-
HoBbIe pyuku ([IP), koTopble obecrieunBaloT peCHUYKaM
MOABKHOCTD. [ToTHOE MJIM YaCTUIHOE OTCYTCTBHUE TMOO
YKOpOUeHUE HapyKHBIX 1/WIN BHYTpeHHUX JIP SBIsr0T-
cs1 HanboJIee PacIpoOCTPaHEHHBIMM YJIBTPACTPYKTYPHBI-
MU JedeKTaMu, MICHTUPULIMPYEMBIMU B cpeaHeM y 90%
maruenToB ¢ ITHJI. ITpumepro 38% atux nedeKToB Bbl-
3BaHbI MATOTEHHBIMU BapuaHTaMM B NBYX reHax, DNAII
u DNAHS5 [10]. Ipyrue yasTpacTpyKTypHBIE nedeKThI
BKJIIOUAIOT IIOJTHOE WJIM YAaCTMYHOEC OTCYTCTBHE IICH-
TpaJIbHOM TTapbl MUKPOTPYOOUEK, MHOTIA COMTPOBOXIAIO0-
11eecss IBMEHEHUSIMU TOJIOKEHUST WM (hOPMBI BHEIITHUX
IYIUIETOB MUKPOTPYOOUEK, pa3TUUHbIC HAPYIICHUS MH-
KpOTpyOOUEK, CBA3aHHbIE C NeEeKTaMM PEryJIITOPHOTO
KOMIIJIEKCAa HEKCUH-IMHEWH U paguaibHbIX criuil [2;11].

B naHHoii cratbe onucaH cemeliHblii cayyaid TTLH/I,
BBISIBJICHHBIN B CBSI3U C TTEPBUYHBIM MYXKCKHM O€CITIO-
IMeM y IBYX POIHBIX OpaTheB.

KnuHuuyeckuin cnyyan

151 criepMaToJIOTUIECKOTO U MEIUKO-TeHETUYECKO-
ro o0cyienoBaHUsI OOpaTUIUCh JBa MalleHTa MYKCKOTO
MoJjia U3 OMHON CEMbU B CBS3U C MEPBUYHBIM OECILIO-
nveM B Opake. M3 aHain3a pofoCIOBHBIX YCTAHOBJIEHO,
YTO MY>KUWHBI SIBJISUTUCH POAHBIMY OpaThsiMu (cubcamu).
Eme onun 6pat — 3m0poBblit U dhepTuibHbii (6e3 TTLLL
u 6ecrionusi, UMeeT ABYX 3MOPOBbIX AeTeil), He ObLI 10-
CTYTICH IS ucclienoBanusi. Cxema poiocioBHOM cubCoOB
Mpe/icTaBieHa Ha PUCYHKE 2.

M3 Tpex mauyeHToB, 1BOE 0OpaTUIMCh 1O TTOBOAY OT-
CYTCTBUSI €CTECTBEHHOTO 3a4aThsi B Opake U HeyTauHbIX
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nporpamMm DKO. Crapiuuii 6paT (mauyeHt 3) — 310poB,
(bepTuneH, cocTONT B KPOBHOPOICTBEHHOM Opake, B €To
aHaMHE3¢ OTMEUCHBI IBE CAMOCTOSITEIbHO HACTYIIMBIIIE
OEepEeMEHHOCTH Y CYIIPYTH.

ITlayuenm 1 (A.P.)

Kanobsl Ha OTCYTCTBHE OEPEMEHHOCTU Yy TMapTHEp-
mu. bpak nepssrit. Cynipyra — 23 rona, 3mopoBa. B anam-
Hese ABe HeydauHbIe TPOTrpaMMbl 9KCTPAKOPIIOPATHHOIO
ormonoTBopeHusi (DKO). M3 mporokona KyIbTUBUPO-
BaHusi a3MOpuoHoB (npouenypa DKO/ICSI): nmomyyeHo
11 0OLUTOB, U3 HUX OIJIOAOTBOPEHO — 6. OTMeYeHa BbI-
COKasl CTeMeHb AereHepallii OOIIUTOB: IO CTaIuU IPO-
HykJeycoB (2PN) goxuiau aBa, ocTajJbHbIe YEThIPE Iere-
HepupoBanu. Jlo Ty JHeit MoXWT U ObLT TIepeHeceH B
MOJOCTh MaTKU ofAuH 3MOpuoH (M). bepeMeHHOCTh He
HaCTymuJa.

Anamnesis vitae: moyioBasi Xu3Hb c 18 net. B HacTosI-
Iee BpeMsi KOUTYChl 2—3 pasa B Hemerio. MHpeKImoH-
HBbIC 1 XpOHUYECKUEe 3a00jeBaHusl, TpodeccuoHaTbHbIE
BPEIHOCTH M BpEeOHBIC TIPUBLIUKK OTpHULIacT. M3 mepeHe-
CEHHBIX Olepalvii: BADUKOLIEISKTOMUS CJIeBa BBITTOIHE-
Ha JIBaXbI, BTOPOi pa3 1o MOBOIY pelnanBa.

OOmMit OCMOTP: COCTOSTHUE YIOBJIETBOPUTEIbHOE.
JIubuno coxpaneHo. HapyxxHble mOJOBbIE OpraHbl pas-
BUTHI TIPABWJIBHO, OBOJOCEHWE IO MYXCKOMY THITY.
Anukuy HaxomsdTcs B MollloHKe, D = S, mioTHo21acTU-
YeCKOU KOHCHCTEHIINH, JIEBOE — 25 MJI, TIpaBoe — 25 MJI.
Ilpugatku siuyek He yBeauuyeHbl, Oose3HeHHBble. Ce-
MCHHBIC KaHAaTUKU ITaIbIIUPYIOTCS OMIaTepaabHO, HE
u3MeHeHbl. Boiaenenuit u3 ypetpsl HeT. BapukosHoe
pacIMpeHne BeH — B ITOKOE U MPU HaTYy>KMBaHUU — HE
OIpenesieTCs.

T'opmonsl kposu: JIT' 6,34 — MME/n, ®CI' — 6,76
MME/n, sctpaguon — 55 nr/mu, nponaktuH — 162,2
MME/n, obmmit Tecroctepon — 21,5 umons/n, CCI' —
55,7 umonw/a, TTI — 3,0 MME/n, T3cB. — 5,63 HME/n,
T4cs. — 11,83 HME/n1, AMI — 3,78 Hr/mi, uHruouH B —
209,8 or/m.

[To naHHBIM HEOTHOKPATHOTO CIIEPMUOJIOTHUUYECKOTO
WCCIICIOBAaHMSI, TOTaJlbHAS aCTEHOTEPATO300CTICPMUS
(KOJTMYECTBO MOABUKHBIX 1 MOP(OJIOTMYECKU HOPMaJib-
HbBIX criepMaTo30unoB — 0%).

ITo maHHBIM CTAaHAAPTHOIO LIUTOTEHETUYECKOTO UC-
crenoBaHus, Kapuotut 46,XY (HOpMaJIbHBII MYXKCKOIA).
Yacteie nmatoreHHble BapuaHThl B reHe CFTR (n = 22),
cocraBistionux 77% OT OOLLIEro 4ncia MyTaluii, He 00-
HapyXeHBI.

Tayuenm 2 (111.P)

KanoObl Ha OTCyTCTBUE OEPEMEHHOCTH Y CYIIpyTU 00-
nee 6 yret. Cympyra 3m0poBa, 25 JeT.

Anamnesis vitae: mmosioBas xXu3Hb ¢ 21 roxa. B Hacro-
silee BpeMsi KouTychl 1—2 pasa B Heagemno. MHpeKInoH-
HBIC 1 XpOHUYECKHE 3a00JIeBaHMUsI, TIpO(eccOHaTbHBIC

2%

BPEIHOCTU U BpeIHbIE TPUBBIUKYM oTpuliaeT. M3 mepene-
CEHHBIX OTIepaIii — BAPUKOIIETIIKTOMUSI.

JlaHHBIE OCMOTpA: COCTOSIHUE YIOBJIETBOPUTEIHHOE.
JIubuno coxpaneHo. Koxa yucras. KuBoT msirkuii, 6e3-
oone3HeHHbIN. [Touku He manbnupytoTcs. CUMIITOM TT0-
KOJIJAUMBAHMSI T10 TTOSICHUYHOM 00JIaCTU OTPUIIATEIHHBIN
¢ obeunx cTopoH. OpraHbl MOJOBOI CUCTEMBI PAa3BUTHI
npaBwibHO. OBOIOCEHNE IO MY>KCKOMY TUTTY. SIndKu Ha-
XOOSTCS B MOLLIOHKe, D = S, MI0THO2/1aCTUYECKOM KOH-
CUCTEHIINU, JIeBoe — 22 M, mpaBoe — 22 mi. [Ipugatku
SIMYEK He YBEJTMUYCHBI, ITPY TaIbialiny 6€300J1e3HeHHEBIE.
CeMeHHbBIE KAHATUKU TATBIUPYIOTCS OWIaTepaibHO, HE
n3MeHeHbl. Bapuko3Hoe pacuipeHue BeH — B TIOKOE U
MPU HATY>KUBAHUU — HE OMPEIETSIETCSI.

B anamnese nse mporpammsr DKO/ICSI 6e3 monoxu-
TeJbHOTO pesynbraTta. I[locie cynepcTUMYMSLIUN OBYJISI-
VU Y CyIIpyTH TIosTydeHo 10 001uTOB, U3 HUX OTIJIOAOTBO-
peHo — 4. Craauto aByx npoHykJjeycoB (2PN) nocturiu
TPU OOIUTA, ONUH OTUIONOTBOPEHHBIN OOLUT JeTEHEPU -
poBai. Ha matslii neHb (cTaaust MOPYJibl) pa3BUTHUE OBYX
3MOpPUOHOB ocTaHOBUJIOCh. [lepeHeceH B MaTKy OIWH
9MOpuoH (3AB), 6epeMeHHOCTh HE HACTyIUJIA.

ITlayuenm 3 (C.P.)

Crapmuii 6pat (mauueHT 3) COCTOUT B KPOBHOPOM-
CTBEHHOM Opake, ero cyrnpyra —IBOlOpoiHas cecTpa. B
aHaMHe3e y CYNpyru JBe 0EpeMEHHOCTH, HACTYITUBIIINE
€CTECTBEHHBIM TyTeM, poaoB — 2. OT mepBoii Gepe-
MEHHOCTH pOIUJICSI MaJbyuK (Ha MOMEHT oOpaiieHus 4
roaa, He obcieloBaH), CO CJIOB MallMeHTa, UMeeT oopaT-
HOE pacrojioKeHe BHYTPEHHUX OPTaHOB (situs viscerum
inversus); OT BTOPOl 0epeMEHHOCTU POAWIACH JEBOYKA
(Ha MoMeHT oOpaieHus 4 rofga, He o0ciienoBaHa), UMe-
€T BPOXIECHHBII MOPOK cepalla (TaHHble MEIUIIMHCKOTO
0o0cenoBaHUs He MPEICTABIEHBI).

Matepuansbi u metobl

KiimHuyeckoe obcnenoBaHue BKIOYAI0 aHAMHECTH -
YeCcKoe M reHeaJorMuyeckoe ncciaeaoBaHue, OCMOTP U CO-
CTaBJICHUE POIOCIOBHOIA.

CraHmapTHOE CIIEPMUOJIOTUYECKOE HUCCIIeIOBaHUE
BBITIOJHSIJIA U €T0 Pe3yJIbTaThl OLIEHUBAIU COIJIACHO pe-
KOMeH/Ia1usiM tabopatopHoro pykosomnctsa BO3 (2010).

JIst TpPaHCMMCCUOHHOM 3JIEKTPOHHON MMKPOCKO-
muu (TOM) matepuan bukcupoBaiu 2,5% pacTBOpoM
roTapoBoro anpaeruaa Ha 0,1M kakoauiaaTHOM Oyde-
pe (pH7.2), 1% 4eTbIpeXOKUCHIO OCMHUSI U 3ajUBalld B
9O0KCUIHYIO CMOJTY. YJIBTpPAaTOHKHUE Cpe3bl MOoJlydayn Ha
yaerpamukporoMe Reichert Ultracut E m uccnenona-
v nipu 80 kB B anexkrponHoM mukpockorne JEM-1011
(JEOL, Akuiuma, SnoHust), 060pyI0BaHHOTO KaMepoi
Orius SC1000 W (Gatan Inc., ITne3anron, KanudopHus,
CHIA). ITpu nmpocmotpe uzydyanu He meHee 100 criep-
MAaTO30MAO0B, OICHMBAs IO CIICAYIONIINM ITapamMeTpaM:
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(opma TONOBKHM, KOHICHCAIIWS XPOMAaTWHA, HaJTWJIHE
akpocoMhbl U ee popMa. CTpoeHHre aKCOHEMbI KT'YTUKOB
M3y4yajau Ha CTPOIO ITOMEPEUHBIX cpe3axX 4epe3 KTYTHUK.
HccnenoBanu He MeHee 10 XXTYyTMKOB B KaXI0M 00pasle
npu paboueM yBeanueHuun X 50 000. B kauyectBe pede-
PEHCHBIX 3HAUeHUI 1151 olleHKU pe3yabratoB OMUC uc-
MOJIb30BaIi COOCTBEHHBIE TaHHBIE, TTOJyUeHHbIE paHee.

®parmenTaumio JJHK B criepmaTo3onmax orieHUBAIN
C TTOMOIIIbIO METOIa MAPKUPOBKU (hJIYyOPECLEHTHBIM Je-
30KCUYPUINHOM CBOOOMHBIX IBYXLEIIOYCTHBIX KOHIIOB
JHK ¢ nomolibio hepMeHTa KOHILIEBOI 1€30KCUHYKIIEO-
tunun Tpandepassl (TUNEL, Transferase mediated dUTP
Nick End Labeling). B xauecTBe pepepeHCHBIX 3HAaUeHUIA
I olleHKU pesynbratoB DMUC ucnonb3oBain cod-
CTBEHHBIC TaHHbBIC, TIOJTYICHHBIC paHee.

Pesynbrathbl

Cnepmuoaoeuueckoe ucciedosanue

[To maHHBIM CTaHIAPTHOTO CIIEPMMOJIOTUICCKOTO MC-
CJIeOBaHUsI, TTOBTOPHO BBITTOJIHEHHOTO HECKOJIBKO pas, y
oboux OpatbeB ¢ OecruiogueM (mauueHtoB A.P. u 111.P.)
OoOHapyXeHa TOoTaJibHasl acTeHOTepaTo300cTiepMust (OT-
CYTCTBHUE TMOABMXKHBIX U MOP(DOJOTNIECKM HOPMaTbHbIX
CIIEpPMATO30MIOB B SIKYIIATE). Y MX CTApIIETo 300POBOTO
(¢eptunsHoro opara (C.P.) BeIsiBIeHa HeTsbKenass hopma
ACTCHO300CIIepMHUM (CHIKEHHOE KOJMYIECTBO IIPOTrpec-
CHUBHO NMOABIKHBIX, « PR» criepmaTto3onmos — 25%). 3a6op
Martepuaia IMPOBOMMIINA C THSIMM ITOJIOBOTO BO3ICPKaHMS
oT 1 mo 7 nHeit. dusmyecKue TToKa3aTen dSIKyJTa (00b-
eM, pH, neiikolnThI) BO BCeX aHAIM3aX OBLIN B Mpeaenax
HOopMbI. KOHIIEHTpaIusi 1 KOJIMYECTBO CIIepPMaTO30MIOB B
Kax1IoM o0pasiie COOTBETCTBOBAJIO MUHUMAJIBHBIM pede-
peHcHbIM 3HaueHUsIM. Ha one 100% TepaTtoszoocriepmMun
B OTHOM 00pa3lie y OpaTheB C 6ecruionreM ooHapykKeH He-
OOJTBIIION TIPOIIEHT HEMIPOTPECCUBHO MOIBIKHBIX KIIETOK
(21 1%). I1pu aTOM U3 BCeX MATOJIOTMIECKUX (POPM aTH-
MUsI KTYTHKA AUarHocTrupoBaHa B 68 1 81% KJIETOK COOT-
BETCTBEHHO. 3a TIaTOJIOTHIO XTYTUKA TTPUHUMATIN YUCTYIO
ATUTIMIO KTYTHKA M COUYeTaHHBIC M3MEHEHMSs (aMopdHBIe
TOJIOBKM ~+ aTUITMS XKXTYTUKA, KaIlld Ha Ieiike + aTUIs
KTYTUKA, HapyIIeHUs B aKpocoMe + aTUIIUS XTYTUKa).
Pesynbrathl criepMaToIOTMIecKOro NCCISIOBAHMS IIPUBE-
JIeHbI B Tadauiie 1.

DneKkmpoHHO-MUKpOCKOnuyeckoe ucciedosanue cnep-
mamozoudoe (IMHC)

AKCOHEMBI KTYTUKOB CIIEpMaTO30UI0B (DEPTUITLHOTO
opara (C.P.) umeror ctanaapTHbIi TUI cTpoeHus (9 + 2),
HapyXHBIC M BHYTPEHHME TMHEUHOBBIC PYUKH, paaraIb-
HbIE CITMILBI U KOMIUIEKC LieHTpabHOi mapsl MT (puc.3a).

AkcoHeMbl XryTukoB mnaiueHtoB (A.P. u UI.P.) c
TOTAJILHOM AaCTEHO300CIIEpPMHEi MMEIN CTaHIAapTHYIO
MOPOJIOTHIO MUKPOTPYOOoueK (9+2), paauaabHbBIX CITUIL
u KIIIT. B akcoHeMax BBISIBIECHO TOTaJlbHOE OTCYTCTBUE
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HapY>KHBIX ¥ BHYTPEHHMX INHEMHOBBIX py4eK (puc.30, B),
YTO CBUICTEILCTBYET O HAIMYMU TIEPBUYHON ITMITUAPHON
TUCKUHE3WH.

TorampHast ~ acTEHOTEPATO300CIICPMMST  SIBIISICT-
Csl TIpSIMBIM TIOKa3aHUEM JJIs TIPOBENEHMST DJIeKTPOH-
HO-MUKPOCKOMMUYECKOTO  HMCCACIOBAaHUS  DSIKYIsTa
(®MMUC), B pesynbraTe KoToporo y mamuenTa 1 (A.P.) u
nauuenTa 2 (1. P.) BbIIBIeHO TOTaIbHOE OTCYTCTBUE AU~
HEMHOBBIX Py4YeK AYIIETOB MUKPOTPYOOUEK aKCOHEMBI
KTYTUKA, YTO XapaKTEPHO ISl TMEPBUYHON LWIMApPHON
nuckuHe3uu (puc. 360, 3B). Y maumenra 3 (C.P.) comep-
JKaHUE CIepPMaTO30MIOB C aHOMAaIUSIMM Mopdosoruu
AKCOHEMBI XKTYTUKa COCTaBUIO 9%, T.e. HAXOMWUJIOCH B
npenenax peepeHCHbIX 3HaUeHU (puc.3a).

[Tpu 1eKTPOHHO-MUKPOCKOITMYECKOM MCCIICTOBAHUN
YCTaHOBIICHO, UTO TTapaMETPHI CITEPMATO30MIOB Y TTAlleH-
toB ¢ INTLJI u ux ¢peptunapHoro 6pata — nauueHta 3 (C.P)
(Tab1. 2) Mo TaKMM TTapaMeTpam, Kak conepkaHue Mopdo-
JIOTMYECKY HOPMAJTbHBIX TOJIOBOK, HAPYIIICHMS KOHICHCA-
MM XpOMAaTWHa («HEe3pesblil» XpOMaTUH) U HapyLICHUs
CTPYKTYPHI MUKPOTPYOOUEK aKCOHEMBI, IMEIOT CXOICTBO.

Hccaeoosarnue ppacmenmauuu J[HK cnepmamoszoudos
(TUNEL)

MMamment 2 (IL.P.) — uamekc dparmenramum JHK
criepMaTo30uaoB coctaBui 2%, nmopropHo — 7%, T.e. B
npeaenax peepeHcHoro 3HadeHus (He 6omee 15%).

Iloanosxsomnoe cexeenuposanue (WES)

Y Tpex6paTheB BHITIOJTHEHO TTOJTHOIK30MHOE CEKBEHH -
poBanue (WES), ceiHy 3mopoBoro ((pepTuibHOro) crap-
1mero Opara ¢ 0OpaTHBIM PACITOJIOKEHUEM BHYTPEHHMX
OpraHoOB MOJIEKYJIIPHO-TEHETUYECKOe MCCIeIoBaHle He
TMPOBOIMIIU B CBS3U C HEAOCTYITHOCTHIO OMOJIOTUYECKO-
ro Marepuajia. I1py1 IMOTHOSK30MHOM CEKBEHUPOBAHNHU
y Tpex 00CJieMOBaHHBIX OpaThbeB BBISBICH OIMCAHHBIN
paHee Kak IaToreHHbIi BapuaHT ¢.461A > C HyKJIeoTHI-
Hoii mocnenoBateabHocTH [HGMD:CM124321] B 2k30-
He 4 reHa CCDCI103 (chrl7:42979917A > C), npuBoas-
it K mucceHc-3amere (p.(His154Pro), NM_213607.3).
VY o6oux 6pateeB ¢ ML/ (manuentsr 1 (A.P u 2 (I.P)
BapuaHT OOHApYXeH B TOMO/TEMU3UTOTHOM COCTOSIHUM,
y UX cTapiiero oparta (mauveHT 3 — B TeTepO3UTOTHOM
COCTOSTHUU.

06cyxpeHmne

CeMeiiHble ciydau HapylueHus hepTUIbHOCTH SIBJIS -
10TCs peakuMu. [ToBTOpHBIE ClTydyan My>KCKOTO U XKEHCKO-
ro 6ecruionus y 0J1M3KUX POJCTBEHHUKOB, KaK MpaBUIIO,
BbI3BAHbI PCUCCCUBHBIMU TCHCTUYCCKHMMU BapHaHTaMH
B réHax, BOBJICUCHHBLIX B pa3BUTUC TIOJIOBOI CUCTEMBI l/[/
VI PETPOAYKTUBHYIO (DYHKIIMIO, a TakKXKe HEKOTOPBI-
MU XpPOMOCOMHBIMU aHOMAJIMAMU U BapuallvuAaAMUM Yucjia
KOIMUii (HampuMep, PEeUUNPOKHBIMU U POOEPTCOHOB-
CKUM TpPAHCJIOKALMSIMUA, CTPYKTYPHBIMU AHOMAJIUSIMU
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TIOJIOBBIX XpOMOCOM). B ciryyasix ux HacliemoBaHMSI OTME-
YaloT HETMOJHOE HapylleHre (DepTUIbHOCTU Y HEKOTOPBIX
nanureHToB. KpoMme Toro, HacienoBaHue psiga TeHETHUIC-
CKHX OOYCJIOBJIEHHBIX (hOPM OECIIONUS BO3MOXHO MPU
WCITOTb30BaHUY METOIOB BCIIOMOTATEIBHBIX PEITPOIYK-
TUBHBIX TEXHOJIOTUI, B YACTHOCTHU SKCTPaKOPIOPaIbHO-
ro orutonotrBopenust (KO, DKO/MKCH) [15—17].

IIpoTeomMHBIe uccIeqOBaHUs CIIEPMATO30MIOB 4Ye-
JIOBEKa TMO3BOJIWJIM YCTAaHOBUTH, UTO O0jiee 1000 6enkoB
CBSI3aHBI CO CTPYKTYpaMHU XTyTHUKa criepmaro3ouaa [15].
OTU JaHHbIEe HAIJISIIHO MTOKA3bIBalOT MHOTOUMCIEHHOCTh
KOMITOHCHTOB KTYTHUKOB, BBICOKYIO T€HETHUYCCKYIO Te-
TEPOreHHOCTb BO3MOXHBIX MX HapyIlIeHWI BCJIEACTBUE
OOJIBIIIOTO KOJIMYECTBA TeHOB, MMATOTCHHBIC BapUAaHTHI B
KOTOPBIX MOTYT BbI3bIBaTh HAPYLLIEHUS IBUTATEIbHOM aK-
TUBHOCTH XTYTUKOB M peCHUYEK, TIPUBOIS K TIEPBUYHOI
mwinapHoil nuckuHesun (ITL) v HapyleHUI0 MyX-
CKOit PepTUIILHOCTH BCIICICTBHUE TSKEIBIX (DOPM acTEHO-
3oo0cnepmuu. [laneHTaM ¢ TOTaJIbHOI U CyOTOTaJIbHO
(opmoit acTeHO300CIIepMH, CUHAPOMAIBHBEIMUA (hopMa-
MU aCTEHO-/TepaTo300CIIePMUN HEOOXOMUMO PEKOMEH-
JIOBaTh TPOBEAEHUE 3JIEKTPOHHO-MUKPOCKOIMUYECKOTO
uccaemoBaHus criepmatozongoB (OMUC).

CrenyeT OTMETUTD, 4TO y 00oux OpatbeB ¢ ITL/, mo-
MUMO MEPBUYHOTO MYKCKO€E OECIUIONUS, 00YCI0BIEHHOTO
TOTAJIbHOII aCTEHOTEPaTO300CIepPMUE, ObIIO HOPMasb-
HOE pacIlOIOXKeHNEe BHYTPEHHUX OpPraHOB, B aHaAMHeE3e
HE OTMEUYEHO XPOHUUYECKUX BOCIAJICHUI pecrnupaTopHO-
TO TpaKTa, OPTAaHOB CIIyXa. YUNUTHIBasl HATMUINE TSKEIOTO
MY>KCKOTO O€CIIIONusl, PeIIUTh TPoOIeMy N1eTOPOKICHUS
BO3MOXHO TosbKO MeTtogamu BPT. B nuteparype onuca-
HBI CJIyYau YCIIEIIHOIO PEIIeHUs] MPOOJIEMbl MYXKCKOIO
6ecruionust y mauueHTos ¢ [T/ ¢ momolibio mporpamm
BKCTPaKOPIOpabHOTOo orionoTBopeHust Meronom MKCHU
[12—14]. XoTs y 000X MallMEHTOB B aHAMHE3¢ OTMEUEHbI
Heymaunble TiporpamMMmel DKO/MKCH, cBs3eiBaTh He-
yIa4yHble MOMBITKM MCKYCCTBEHHOTO OILIONOTBOPEHUS Y
HalluMx MauueHToB Tojibko ¢ TTLJI ogHO3HAYHO HeENb3sl.
Y nmanueHToB HEe OTMEUYEHO MOBBILIEHHOTO COMEPXKaHMS
CIIEPMATO30MIOB C AHOMAJIBLHBIMUA (DOPMaMM TOJIOBOK
(10 TaHHBIM CBETOOINTUYECKONW U 2JEKTPOHHOU MMKPO-
CKOITMH), a TaKKe TaMeT ¢ HapyIIeHHeM KOMITaKTU3aLNI
xpomaTtuHa (o gaHHeIM OMMUC). UHaeke ¢parmeHTa-
muu JJHK B criepMaro3zouaax, McciieioBaHHas y OIHOTO
W13 HUX, He ObLI MOBBIIICH. Y 000MX MALIMEHTOB OTMEUEHO
HHU3KOE KayecTBO AMOpHOHOB B mporpammax HKO, uro
MOXET OBITh CBSI3aHO M C HU3KUM Ka4eCTBOM OOLIMTOB 1/
WIM ¢ IpyrMMU (paKTOpaMu, HETaTUBHO BJIUSIOIIMMU Ha
pa3BUTUE SMOPUOHOB U HACTYIUIEHUME OepeMEeHHOCTH,
B YaCTHOCTM C HaJM4YMeM aHeyIJIOMAUU Y SMOPUOHOB,
TOJTy4eHHBIX ¢ TToMo1bio MeTonoB BPT. C 1iebio ToBbBI-
IIEHUS IIAHCOB BBIXOIA Ha OEPEeMEHHOCTb U POXICHUS
3IOPOBOTO ITOTOMCTBA IOKA3aHO IPEHMMILIAHTALIMOHHOE

2%

reHeTuIeckoe TectupoBaHue Ha aHeyrutoumuu (ITI'T-A).
XKenaTteapHo 00caeIOBaHUS CYTIPYT HA HOCUTEIBCTBO MY-
taiuii B reHe CCDCI103. B ciayyae HOCUTEIbCTBA IMaTO-
TeHHBIX BapMaHTOB HYKJICOTUIHON ITOCIEIOBATEIbHOCTH
puck ITLJ y motomcTBa coctasisieT 25%, T.e. BBICOKUIA,
yto TpedyeT mpoBeneHust [1I'T Ha MoHOreHHOE 3a00Jie-
Banue (III'T-M). YuurtsiBasi, 4To y chbiHa (hepTUIIHBHOTO
Opara, SIBJISIIOIIErocst HOCUTeeM MaTOreHHOTO BapruaHTa,
cBsizaHHoro ¢ pasputueM I1IIJI, obHapyxxeHO oOpaTHOe
pacrnoyioxkeHre BHYTPEHHMX OpraHoB (situs inversus), a
TaKKe YTO OH OBLI POXIECH B KPOBHOPOICTBEHHOM Opa-
K€, BBICOKO BEpOSITHO, 4TO Y Hero Takske [111JI/cuampom
Kaprarenepa. ¥ Hero BbICOKasi BEPOSITHOCTb Pa3BUTHUS
MYXCKOTro Oecruiofusi, CBSI3aHHOTO C TsKeJloi (hopmoit
aCTEeHOTEePaTO300CIIePMUH. Y 1ouepu (pepTUIbHOTO OpaTa
BPOXICHHBIN MMOPOK cepaiia. HecMoTpst Ha OTCyTCTBHE Y
IeTeil TIPU3HAKOB ITOpaXkKeHWsST OPOHXOJETOYHOM CHCTe-
MBI Ha TaHHBIA MOMEHT, M HEOOXOIMMO PEKOMEHIIOBATh
KIMHAYECKOE U MEIUKO-TEHETUIECKOe 00C/IeIOBaHNE.
IMpencraBneHHBI KIMHUYECKUI Cydail HATISIIHO
JEMOHCTPUPYET, YTO KOMIUIEKCHOE CITEPMaTOJIOTUIeCKOe
¥ TCHETHYECKOe 00CIIeNOBaHNE Y TTAIIMEHTOB ¢ MY>KCKUM
OecIiomreM, CBSI3aHHBIM C TSDKETBIMU (hOpaMu I1aTo-
300CIIEpMUHU, TO3BOJISIET CYIIECTBEHHO ITOBBICUTH (-
(beKTUBHOCTb TMATHOCTUKHU, CHU3UTb BPEMEHHBIC CPOKU
YCTaHOBJICHMS JUarHo3a, TOUHee OnpenessiTh MPOTrHO3 U
TaKTUKY JICYCHUS/PEIICHUST TIPOOJIEMBI PEITPOXYKIIAH,
IpOoMWIAKTUKY TeHEeTHUECKNX HapYIICHUH Y TOTOMCTBA.

1A 16 2
e

Pucynok 1. Cxema cmpoenus nopmanvHoli akconemsi (nonepey-
Holii cpe3): 1-nepugpepuueckue dynaemst Mukpompyoouex, co-
cmosauue uz noaHoi muxkpompybouku A(14) u nenoanoi muxpo-
mpybouku b(1b); 2 — napyicuvle u gHympenHue OuHeuHo8ble
pyuku (/IP); 3 — HekcuHo8ble MOCIMUKU MedcOy nepughepuuecKumu
dynaemamu; 4 — paduanvhuvie chuybl Medxicoy nepughepuuecKumu
dynaemamu u yeHmpaibHoil napoil MuKpompyoouex; 5 — yeH-
mpanvHas napa Mukpompybouex.

OpuruHanbHasa cratba /

65



L report

igina

OpuruHanbHasa ctatba / Or

AHIPOAOI'MS | ANDROLOGY 2 TOM 25 / VOL. 25

2024

M TEHUTAABHAS XUPYPTUSL | AND GENITAL SURGERY

X ®
[] X

c.p AP
2ropa 6net

situs inversus

PucyHok 2. Cxemamuuroe uzodpaicetie pooocioHoIl cembll ¢

ma

500m

i S R i
Pucynok 3a — 6. Yavmpacmpyxmypa sceymurxoe cnepmamosodog (TOM): a — nonepeunsiii cpe3 uepe3z 0cHO8HOIU omaoen Jceymuka
gepmunvroeo nayuenma C.P. Cmpykmypa axconemvl coomeemcmeyem HoOpmamuenoii, /I — om nepugepuueckux dyniemos MuKpo-
mpy6ouek (I1/]) omxodam duneunosoie pyuxu (cmpeaxu); 6: @ — nonepeuHsie cpesbl yepe3 0CHOBHOU omaoen JHceymuka NayueHmos
A.P.u lll.P. c momanvhoit acmenozoocnepmueil. Omcymcmayrom OuHeuHo8ble pyuKu nepugepuueckux dyniemos Mukpompyoouex
(I1JD). Llenmpanvnas napa mukpompybouek (LIIT), paduarvnvie cnuyst (P), @ — chubposznas 060a0uka sceymuka.

Taomuua 1. Pezyrsmamor cnepmamonoeuueckoeo uccaedosanus y 08yx nayuenmos ¢ I (A.P. u Ill.P.) u ux 300posoeo 6pama (C.P.)

KoHuer- IMoaBuxHOCTD Mopdo-
CIEepPMATO30U/I0B JIOTHYECKH
O6beM  Tpamus _—
" Kusbie HOPMAJIb-
Bospact, Kmmnmueckwii Cnepmatonormye-  36Ky- cnep-
ITamuenT " cnepma- PR + Hbie, %
Jer JHUATHO3 CKHii INarHO3 JiATa, Maro- PR. NP M
TO30MIbI 4 > NP > (aTvnus
M 304/10B, % % > %
% KIYTHKA,
MUJTH/MJT
%
A.P 25 TILL. ACTeHOTepaTo300- 2,5 246 68 0 0 0 100 0 (100)
Myxckoe CLICDALEL 3,0 91 94 0 0 0 100 0(100)
oecrionue,
[EPBUYHOE 2,5 65 90 0 2 2 98 0 (68)
1II.P 28 TTLLI. AcCTeHOTEpPaTo300- 4,0 181 98 0 0 0 100 0 (100)
Myxckoe CLCDAEL 5,2 86 87 0 0 0 100 0 (100)
Oecruionue,
[ePBUYHOE 2,6 71 97 0 1 1 99 0 (81)
C.P B e A 3,2 108 90 25 23 48 52 4(34)
CIIepMust
PedepencHbie 3HaueHUs Hopmozoocnepmust 1,5-5,0 > 15 > 58 > 32 >4

Ilpumeuanue: PR — npoepeccusro nodsucHsie chepmamosoudvst, NP — Henpoepeccugro nodsudictsie chepmamosoudst, PR + NP —
oowas noosuxcnocmo, IM — HenodeusicHble cnepmamosouobl.
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Taomuua 2. Pezyrbmamot 51eKmMpoHHO-MUKPOCKONUHECK020 UCCAed08atus cnepmamo3oudos (IMHUC) y deyx nayuenmos ¢ I (A.P. u
1. P) u ux 300posoeo 6pama (C.P.).

IMTamu-

€HT Jer

A.P. 25

II1.P. 28

C.P. 34

KommuecTro
CIIepMAaTO30MI0B
C HHTAKTHBIMH
roJoBKamu, %

Knunu-
YeCKHit
JIMATHO3

Bo3pacr,

TTLIT.
Myxckoe
Oecruionue,
IMePBUYHOE

TILLO.
Myxckoe
oecruionue,
MePBUYHOE

310poB 2

A\
&~

PedepeHcHbie 3HaUeHUsI

< 30%

Hespenbrii
XPOMATHH,

AHo-
I MaJIMH
unomnazus /lerpagamus e —
AKPOCOMBbI,  AKPOCOMBI,
AKCOHEMBI TPyOOU€eK
% %
KTYTHKA,
%
AHOMaJbHOE,
OTCYTCTBYIOT
30 7 JNIMHEWHOBbBIE 22
DYYKH —
100%
AHOMaJbHOE,
OTCYTCTBYIOT
32 12 JTMHEMHOBBIE 13
PYYKH —
100%
HopwmainbHoe
61 9 CTPOEHHE — 9
91%
HopmMmanbHoe
<60% <20% CTPOEHHE — <30
100%
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