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Cunapom Knaiindensrepa — oana u3 Haubosiee YaCThIX XPOMOCOMHBIX AHOMAJIMIA M TeHETHYECKUX NMPHYMH MYMKCKOrO Oecruionus.
Oxko10 85% namuentoB umetot Kapuotun 47,XXY, ocraibHble — Apyrie HUTOreHeTHYEeCKHe BapuanThl cuaapoma Knaiindensrepa.
B craTbe onucan KIMHUYECKHii cirydaii cunapoma Knaiindenbtepa c 1BoitHoii Y-ayrocomuoii Tpanciokamueii. [Ipodann — 15-1eTHuii
ManUeHT MyKcKoro mosa (poct 180 cm, macca tena 50 Kr, HopMaibHbiii 1Q), HanpaBJIeHHBI HA MeNKO-TeHETHYECKOE 00CIIeIOBAHNE
¥ KOHCY.JIbTHPOBAHHUE B CBSA3M C 32ePKKOil 0JIOBOTO CO3peBaHHs. Y MALMEHTA IMATHOCTHPOBAHDBI TMIONIIA3USA SUYEK, THIIEProHaI0-
TPONHBII THIIOrOHAIU3M, MUKPOa/ieHoMa runogu3sa u ieBocTopoHHee Bapukonene. [Ipodann poauicsi B HepoACTBEHHOM Opake mocJie
MPOLEIYPbI IKCTPAKOPHOPATBHOIO OILIO0TBOPEHHS, BHIIOIHEHHOI H3-32 MYZKCKOr0 0ecILIonus y oTa. XpOMOCOMHBII aHAIN3 MPOBO-
JIMJTM HA KYJIbTUBUPOBAHHBIX JIMMonuTax nepudeprnyeckoii KpoBH ¢ IOMOLIBIO CTAHAAPTHOIO UTOreHETHYECKOT0 METO/IA C UCTOIb30-
BaHueM GTG-okpaumBanusi u FISH-anam3a. MouexkyisipHbiii aHam3 Y-XpOMOCOMBI BBINOJTHSIH MeTO0M My bTHILIeKcHo# TTLIP.
KoMmiekcHoe IHUTOreHeTHYeCKOe HccjenoBaHue BoisaBiio y npodanna kapuotun 46,XX,der(Y)t(Y;15)(q12;q11.1),der(13)t(Y;13)
(q12;p11.2),-15. MouneKy.spHblii aHAIM3 NoKa3ai, 4ro npodann asiserca SRY-nonoxurenbHbiM; MUKpoaeenuu Y-XpOMOCOMBI
He ODHapyXKeHbl. Y OTHA NMPOOAHIA IMATHOCTHPOBAHA OJIMI0300CIEPMHUS M HAJIMYKE POOEPTCOHOBCKOI TpaHciokamun (13;15) —
45,XY,der(13;15)(q10;q10), y maTepu BbIsIBIeH HOPMAJIbHDIIA JKeHCKMii Kapuotun (46,XX). O4eBHIHO, YTO IePMBATHbIE XPOMOCOMBI
der(13) u der(Y) BO3HMKJIN B pe3y.IbTaTe AHOMAJIbHOI MEHOTHYECKOIT pEKOMOMHALMM B OTHOBCKOM Meiio3e MeXKIy reTepoxpoMarinde-
cKoii 00s1acTbi0 Yq12 v nieHTPOMepHbIM/IePUIIEHTPOMEPHBIM TeTepOXpOMATHHOM XpoMocoM 13 u 15, BoBJIeYeHHBIX B POOEPTCOHOB-
CKYIO TPAHCJIOKAIMIO Y 0THA, a cunapom Knaiindenbrepa 00yciioiieH HatnuueM B KapHoTHIe ABYX X-XPOMOCOM B IPUCYTCTBUM JI€PH-
BaTHO# Y-XxpomMocombl. OOHapyKeHHas JBOiiHAsI Y-ayTOCOMHASI TPAHCJIOKALMS SABJISIETCS He3aBUCHMO¥ oT cunapomMa Knaitndeabrepa
XPOMOCOMHOIi aHOMAaJIHeli, BO3HUKLIEH HA (poHe POOEPTCOHOBCKOIi TPAHCIOKAIMM Y OTHA.

Karoueevte caoea: demu, nonoswvie xpomocomol, cunopom Kaaiingeasmepa, podbepmconosckue mpancioxayuu, Y-aymocommoie mpanc-
AoKayuu.
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Klinefelter syndrome is one of the most common chromosomal abnormalities and the most common genetic cause of male infertility. About
85% of patients have 47,XXY karyotype, other patients have other non-mosaic and mosaic Klinefelter syndrome variants. We report
a unique clinical case — Klinefelter syndrome patient with double Y autosomal translocation. The proband is a 15-year-old male patient
(height 180 cm, weight 50 kg, normal 1Q) who was admitted for cytogenetic examination and genetic counseling due to delayed puberty.
He was diagnosed with testicular hypoplasia, hypergonadotropic hypogonadism, pituitary microadenoma and left-sided varicocele. The pro-
band was born in a nonconsanguineous marriage after in vitro fertilization due to paternal male factor infertility. Cytogenetic analysis
was performed on cultured peripheral blood lymphocytes using standard chromosome analysis with GTG staining and FISH analysis.
Molecular analysis of the Y chromosome was performed by multiplex PCR. Complex cytogenetic examination revealed a 46,XX,der(Y)
t(Y;15)(q12;q11.1),der(13)t(Y;13)(q12;p11.2),-15 karyotype in the proband. Molecular analysis showed that the proband is SRY positive;
no microdeletion of the Y chromosome was found. The detected double Y autosomal translocation is a chromosomal abnormality indepen-
dent of KS. The father of the proband is an oligozoospermic man with robertsonian translocation 13;15 — 45,XY,der(13;15)(q10;q10),
the mother has a normal karyotype 46,XX. Apparently, the der(13) and der(Y) chromosomes result from abnormal meiotic recombination
in paternal meiosis between the heterochromatic region Yq12 and the centromeric/pericentromeric heterochromatin of chromosomes 13 and
15 involved in the paternal robertsonian translocation, and Klinefelter syndrome is due to the presence of two X chromosomes in the karyo-
type in the presence of a derivative Y chromosome. The detected double Y-autosomal translocation is a chromosomal abnormality unrelated
to Klinefelter syndrome, arising on the background of the paternal robertsonian translocation.
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For citation: Chernykh V.B., Bostanova F.M., Sorokina T.M., Shtaut M.l., Melikyan L.P., Schagina O.A., Shilova N.V. Klinefelter syndrome
in a patient with double Y-autosomal translocation. Ros Vestn Perinatol i Pediatr 2024; 69:(4): 97-101 (in Russ). DOI: 10.21508/1027-4065-
2024-69-4-97-101

CV[HZ[DOM Kiatadenbsrepa — onHo M3 Hamboee pac- Ero yacrora B pa3IMyHBIX pernoHax MHUpa CYIIeCTBEHHO
MIPOCTPAaHEHHBIX XPOMOCOMHBIX 3a00JIeBaHUIA, CBSI- He paznmmyaercss U coctapisier 1 Ha 500—600 myKuuH
3aHHBIX C aHOMAaJIMEN IOJOBBIX XPOMOCOM Y 4YeJloBeKa. [1=5]. OCHOBHBIMU KIMHUYECKUMU IIPOSIBICHUSIMU
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cuHnpoma KiaiiHdpenbTepa CiIy>kaT THUIIEPrOHag0TPOTI-
HBII TUITOTOHAAW3M, 3alepXKa Iybeprara, TUITOTeHU-
TaJu3M (TUTIOIIa3Ks TTOJIOBOTO YjieHA W/WJIN TECTUKYI)
U IpyTve MPU3HAKU aHIPOTEHHOro NedUInTa, TMHEKO-
MacTHsl, Y B3POCJIBbIX MAIlMEHTOB — MYXCKOe Oecruioane.
CunnpoMm Kiaiitngensrepa — HanboJiee yacTass TeHETH-
YyecKas TIpUYMHA MEPBUYHOTO TUITOTOHAIU3Ma U CeKpe-
TOPHOTO OECTUIOAUST Y MYXXUWH, CBSI3AHHOTO C TSDKEJTbIM
HapylleHHeM criepMmaToreHesa [5, 6]. ¥V OGoablIMHCTBA
MmanueHToB cuHIpoMm KitaitHpenbrepa ITUarHOCTUPYIOT
BO B3pOCJIOM BO3pacTe, KaK MPaBUIIO, B CBA3U ¢ 00CIIen0-
BaHUEM TI0 TTOBOIY MEPBUYHOTO MYKCKOTO OECTUIOMMSI,
00YCITOBJIEHHOTO HEOOCTPYKTUBHOM (hopMOit azoocriep-
MWW WA OJIUTO300CTIEpMMEN, KaK TIPaBUJIO, TSKEION
crerieHn [7]. Y MeHbllIero 4ucja MalMEHTOB TaHHOE
3a001eBaHMe OOHAPYXKMBAIOT TIPU IIUTOTEHETUYECKOM
WCCNIEIOBAHUY TIO0 TIOBOMY 3alepXXKU TIOJIOBOTO CO3pe-
BaHUS W TUMOTOHamW3Ma. B penkux ciaydasx CUHIPOM
KnaitHdenbrepa BBIABISIOT MPU POXIECHUU WIM B JIET-
CKOM BO3pacTe TpU aHOMAJUSAX pa3BUTHUS, 3aIepKKe
TICUXOMOTOPHOTO pa3BuTHI [8].

Oxkono 85% manyeHTOB ¢ cuHApoMoM KraiiHbeb-
Tepa uMmeroT Kapuotun 47,XXY (KjiacCUYecKuil 1IUTO-
TreHeTUYeCKUii BapuaHT cuHApoMa KiraitHdenbsTepa),
y OCTaJlbHBIX OOHApYXXMBAIOT MO3aWYHbIe W pPEIKHUe
HEMO3aWYHbIe [IUTOTEHETUYECKE BapUaHThl CUHAPOMA,
Hanpumep 46,XY/47 XXY, 46,XX/47,XXY, 48 XXYY
[1—4, 9]. B xkpaitHe peakux ciaydasx y IallieHTOB C CUH-
npomoM KraitHdenbprepa ormmcaHo HaJTudue B KApUOTHUTIE
JIOTIOJTHUTENIBHBIX  CTPYKTYPHBIX XPOMOCOMHBIX aHO-
MaJIUfi ¢ BOBJICUEHHEM ITOJIOBBIX XPOMOCOM (TOHOCOM)
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UHUYECKUE CJT1YHAU

wim ayrocoM [9—12]. B craTtbe npuBOAUTCS oOTmMCa-
HUe KJIMHUYECKOro ciydas cuHapoma KiraitHdenbrepa
y TamnyeHTa ¢ YHUKaJIbHOW IBOWHON Y-ayTOCOMHOM
TPpaHCJIOKAIIUEN.

Knunanyecknii cayvaii. [lpoGana — maimmeHT MyX-
CKOro moja, 15 JeT, enMHCTBEeHHBIN PeOEHOK B CEMbe.
IIpoGanna ponuicsg B HEpOJACTBEHHOM Opake OT ITepBOI
GepeMEeHHOCTH, HACTYIMBIIEH TOCTe TPOLEAYPhl IKC-
TpakopriopajibHoro orutogaorsopeHus (9KO) 6e3 mpo-
BeICHUS MPEVMIUIAHTAIIMOHHOTO TeHETUYECKOTO
tectupoBanusi. Ilpouenypa BOKO/ICSI wucnonbso-
BaHa IUIST PellIeHUsT MPOOJeMbl ITETOPOXICHUS B CBA3U
¢ MyXcKuM ¢akTtopoMm Oecruionusi. ¥ oTua mpobaHaa
JIUArHOCTMPOBAHBI ~ OJIUTO300CIIEpPMUS W HaJU4ue
pobepTcoHOBCKOM TpaHciaokauuu (13;15) — kapuotun
45,XY,der(13;15)(q10;q10). Marp npobGaHna Oblia 310-
pOBa, Y Hee YCTaHOBJIEH HOPMaJIbHbIN KEHCKUI Kapuo-
tnn (46,XX). Bo3pact ponurtesieit Ha MOMEHT POXKIAECHUS
cblHa cocTaBuil 33 roma. PogociioBHast cyrnpyroB Haclie-
CTBEHHOI TIaTOJIOTHEM, TIpobGiaeMaMu PenpOayKINN
He OTSTOIIeHA.

PanHee ¢usmyeckoe, MOTOPHOE U IICUXOpEYeBOE pa3-
BUTHE MTPOOAHIA COMTaCHO Bo3pacTy. M3 rmepeHeceHHBIX
3a00J1eBaHUI — TIPOCTYIHBIE; ONTepaTUBHbBIEC BMEIIATE b~
CTBa ¥ TeMOTpaHC(hy3UU He TTPOBOAMINCE.

Kapuotumn mnpobaHma Mo pe3yibTaTaM TEepBUYHOTO
LINTOTEHETUYECKOTO  MCCIIEMOBaHUsI,  BBITOJIHEHHOTO
M0 MECTY KUTEeJbCTBA, onpeaeiieH Kak 46,XX. INauueHT
o1 HamnpasieH B ®T'BHY «MTHL» nmis maabHeiiiero
MEIVKO-TeHETUIECKOTO 00C/IEIOBAaHNS M KOHCYJIBTUPOBA-
HUS IO TIOBOJY 3a[eP>KKH TOJIOBOTO CO3pEBaHUSI, PE3YJIb-
TaTOB MIEPBUYHOTO IIMTOTEHETMUECKOTO UCCIIeIOBAHUSI.

JlaHHble OOBEKTMBHOTO 0O0CjenoBaHUsl TMpobaHaa
Ha MoMeHT obciienoBaHus (15 yner 8 mec): acTeHuYe-
CKOE TeJIOCIOXEHHWEe, TPOIMOPIIMOHATBLHOE, BBICOKUIA
poct — 180 cm (kopumop 5), Macca Tena 53 Kr (Kopuaop
4), OKpYXHOCTb TONOBBI 54 cM. HapyxHble MOJIOBbIC
OpraHbl pa3BUTBI IO MYKCKOMY THuITy. CTamusi MOJOBOTO
cospeBanus I11 o mikane TanHepa. [MHEKOMacTUM HeT.
HopwmanbHblit nHTENNEKT. M3 0cobeHHoCTel (heHOTUTIA
OTMeUeHa KIIMHOMAKTUINS V MajiblieB KUCTEM.

B xome yposornueckoro/aHnposiornyeckoro oocie-
JMOBaHUSI Yy TMalMeHTa BbISBICHBI TUITOIUIA3UST STMYEK,
JIEBOCTOPOHHEE BapuKolleie 2-i1 creneHu. [lo maHHBIM
MarHUTHO-PE30HAHCHOI ToMorpachuy TOJOBHOTO MO3ra
oOHapyXeHa MUKpoalgHOMa TUIO(MU3a, MO pe3yibTa-
TaM MarHUTHO-PE30HAHCHOW ToMorpachun OpIOITHOM
MOJIOCT W 3a0PIONIMHHOTO TPOCTPAHCTBA TMPU3HAKOB
MaToJIOTUN He BBISIBJIEHO. PeHTreHorpadus KUcTeir pyk:
KOCTHBII Bo3pacT 15,5—16 net. TopMmoHsl kpoBu (14 ner
8 Mec): moTernHU3UpYyIonii ropMoH 21,62 ME/n, dhommm-
KYJIOCTUMYJIMpYyIonuit TopmMoH 63,11 ME/n, tTupeotporn-
HbII TopMoH 1,226 MME/n, iponaktun 342,21 MME/n,
TecTocTepoH 15,63 HMonb/n. T'opMOHalmbHOE JedeHUe
K MOMEHTY 00CJIeJOBaHUS TAIIMEHT He TioJydai. CriepMuo-
JIOTMYECKOE MCCieNoBaHNe Y TpobaHma He TPOBOIMIN
M13-3a HEJIOCTYITHOCTH OMOJIOTMYECKOTO MaTepuaia.
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Yepuvix B.b. u coaem. Cunnpom KnaitHdenbTepa y malmeHTa ¢ IBOHHON Y-ayTOCOMHOM TpaHCIoKaluei

CraHgapTHOE  LMTOTEHETUYECKOEe  UCCIIEIOBaHUE
BbIMOJTHsUIM Ha Tiperiapatax GTG-okpallleHHbIX MeTadas-
HBIX XPOMOCOM, TTOTy4eHHBIX 13 DT A-CTUMYTUPOBaHHBIX
JuMdonMToB Tiepudeprueckoil KpoBM B COOTBETCTBUU
C OOILIENPUHSITHIM TIPOTOKOJOM. st  ompeaesneHust
CTPYKTYPHI BBISIBJICHHON aHOMaJMM y TallMeHTa BBITIOJ-
Hsim (piryopecueHTHyto in situ tuopunuzanuio (FISH-
aHaJIu3) Ha XPOMOCOMHBIX TIperaparax M3 KyJIbTUBHUPO-
BaHHBIX JTuMbouuToB ¢ JIHK-30Hmamu, criertmduaHbiMu
IJIST LEeHTpOMepHBIX paitoHoB X-/Y-xpomocom (DYXI1,
DYZ3 coorsercTBeHHO), a Takxe ayrocoM 13 u 15
(SE13/21, n DI15Z, LSI UBE3A(15ql1)/PML(15q24)
COOTBETCTBeHHO).  [lpenrnbpuau3allMOHHYIO  TMOATO-
TOBKY Y TUOPUIM3ALIMIO BBITIOJIHSIIU COTJIACHO MPOTOKOJTY
dupm-niponzBoauteneii (Kreatech, Leica, Hunepnanmasr).
AHaM3 MOBOJMIIN C UCTTOJIb30BaHUEM MUKpPOCKOIa Axio-
Imager M.1 (Carl Zeiss, I'epmaHusi) u KOMIBIOTEPHOM
nporpaMMbl  00pabOTKM LUMPOBBIX M300pakeHuit Isis
(MetaSystems, I'epmanust). Pesynbrarbl LIMTOreHETHYE-
CKOTO M MOJIEKYJISIPHO-IITUTOTEHETUUECKOTO HCCIe0-
BaHMI 3amMcaHbl B COOTBETCTBUU ¢ MeXIyHapomaHOM
nuToreHoMHoit HomeHkatypoit (ISCN 2020) [13].

MonekynsipHO-TeHEeTUUeCKi ~ aHaau3  BBITIOJHSIIN
Ha reHomHoii JIHK, BbimeneHHoil wu3 auMGbOLNUTOB
nepucdepuyeckoir KpoBu. KpoBb mnojyyaiu MeTomoMm
BEHEIYHKIIMM B OJIHOPA30BbIe ITLJIACTMKOBBIE TMPOOUPKU
¢ koHcepBaHTOM (0,5M pactBop BJITA) B cooTHOIIEHUN
koHcepBaHT/KpoBb — 1:10. Tenomuyo JHK Bbeiensiu
¢ nomolinbio Habopa DNA prep 100 (Diatom, Poccusi).
C nomorpto mynsturuiekcHoi TTHP uccnenoBano Hamm-
YUe/OTCYTCTBUE CJEAYIOIIMX JIOKYCOB Y-XPOMOCOMBI:
SRY, ZFY (Yp11.2) u 12 STS-mapkepoB B jokyce Yql1.2
(sY84, sY86, sY615, sY1316 mna permona AZFa; sY1235,
sY121, sY127, sY134, sY1197 nnsa pernona AZFb; sY254,
sY255 u sY1125 nna permona AZFc). AMruinduxaimio
JHK BoimonHsuin Ha TepMoumkiepe MC2 («IHK-
TexHosorust», Poccus). PeakimoHHas cMech BKJIoYasa
3 mkn reHomuoi JAHK, 2,5 mxn kaxmoro dNTP B 2,5
MKJI omHOKpatHoro 6ydepa mra ITHP (67 MM Tris-HCI,
pH 8,8; 16,6 MM (NH4),S0,; 0,01% Twin-20), 0,3 Mk
TepMoWIbHON Tag-nioaMMepasbl ¢ aHTUTEIAMU; CBEPXY
no6asisuiv 20—30 MKJT MUHEpaJIbHOTO MacJa JUIsl TIpeoT-
BpamieHust ucrapenus. [P mpoBoguiam B cienyromiem
pexXuMe: INepBOHAYalIbHAsl [E€HATypaLus IIpU TeMIlepa-
Type +95 °C — 2 muH, +94 °C — 45 ¢, +65 °C — 45 c,
+72 °C — 45 ¢, punanbHas nocrpoiika +72 °C — 7 MuH.
IMponykTsl amMminduKanuy OUEHUBAIM METOAOM 3JeK-
Tpodopesa B 7% monMakpuIaMUIHOM Tejle C IOCIeLy-
IOIIIMM OKpalllMBaHWEM B PacTBOPe OPOMMCTOTO STUAUS
(0,1 mxr/Ma B IXTBE). OueHKy pe3yabTaTOB M 3aruch
¢oTo resieii TPOBOAMIM C UCTIOJb30BAHUEM CTAHIIUM TeJThb-
nokymeHtupoBanust GEL DOC 2000 u rmakeTta rmporpamm
Quantity One (BIORAD, Urtanus).

ITo pe3ynbTaTam MOBTOPHOTO CTaHAAPTHOTO LIUTO-
TEHETUYECKOTO MCCIIeNOBaHUSI Ha JTUM@OLIUTaX Mepu-
¢depuyeckoii KpoBM KapHOTHUIT TpobdaHIa oTlpenesieH
kak 46,XX,der(13)t(Y;13)(q?;q12),der(N)t(?;?) [11],

T.e. AHOMAJIbHBI C ABYMSI J€PUBATHBIMU XPOMOCO-
MaMu. Y oTua TmpobaHIa TIOATBEPXKIEHO Haluvue
pobepTcoHoBcKOM TpaHcaokauuu (13;15) — kapuorun
45,XY,der(13;15)(q10;q10).

st yTOUHEHUsI CTPYKTYPhI I€PUBATHBIX XPOMOCOM,
OOHapy:XKeHHBIX Y TTpoOdaHaa, BITTOIHEHA (hJTyOpECIeHT-
Hag in situ TMOpUIM3aLMs Ha XPOMOCOMHBIX TIperapa-
TaX W3 KYJIBTUBUPOBAHHBIX JTUM@POIUTOB. Pe3ymbrarhl
FISH-uccnenosanus:

ish der(Y)t(Y;15)(q12;q11.1)(DYZ3+,D15Z,DYZ1+,
UBE3A+,PML+), der(13)t(Y;13)(q12;p12) (DXYS224+,
DYZ1+,SE13/21+).

MonekynsapHO-1IITUTOreHETUIECKOE HcclenoBaHue
MO3BOJIMJIO YCTAHOBHTh, YTO OJHA M3 CTPYKTYPHO aHO-
MaJIbHBIX XPOMOCOM Y TIpoOaHaa TMpencTaBisieT coOoi
nepuBaTHYIO Xxpomocomy 13. JlaHHasi pepuBaTHasl Xpo-
MocoMa BO3HHUKJIA B pe3yJibTaTe TpaHCJIoKaluu par-
MEHTa MUCTAJIBHOTO TeTepOXpOMaTHUHA Y-XpPOMOCOMBI
Ha KOpOTKoOe Tuiedo xpoMocombl 13. Bropasi mepuBart-
Hask XpOMOCOMa COCTOUT M3 Y-XPOMOCOMBI U JJTAHHOTO
rieya XxpoMocomsbl 15 (CM. pUCyHOK).

MonekyaspHBIA aHaIu3 BBISIBUJI BCE MCCIIEIOBaH-
HbIE JIOKYCHI Y-XPOMOCOMBI; TAKUM 00pa3oM, YCTaHOB-
JIeHo, uto nipodaHa SRY-monoxuteneH, MUKpoaeaeum
B Jokyce AZF He oOHapyxXeHBI. B uTore mo maHHBIM
KOMIUIEKCHOTO  IITUTOTEHETUYECKOTO,  MOJIEKYJISIPHO-
muroreHetnvyeckoro (FISH) m monexkynspHo-reHeTH-
YecKOoro HCCJIeI0BaHWI KapMOTUIT TIpoOaHda ornpene-
neH Kak 46,XX,der(Y)t(Y;15)(q12;q11.1),der(13)t(Y;13)
(ql12;p11.2),-15.

3aKkJIIOYNTEIbHBIN AUarHo3: TOHOCOMHOE Hapylle-
Hue (opmupoBaHus mosia. Penkuii BapyaHT CHHApOMa
Kimaitadensrepa, nucomus X ¢ I1BOMHOIN Y-ayTOCOMHOI
TpaHCJOKaIen.

OO0cyxaeHue

B nutepatype paHee cooOIIATOCh O HECKOJIbKUX
nauueHTax ¢ cuHapomoM KialiHdenbrepa, MMerOIINX
pOOEpPTCOHOBCKME TPaHCJIOKAIIMU WM CTPYKTYpPHBIE
aHOMAaJIMM TIOJIOBBIX XPOMOCOM, B TOM 4HUCJE [eje-
1IMU, KOJIBbLEBbIE U U30AULIEHTPUYECKUE Y-XPOMOCOMBbI
[10—12]. Yactora Y-ayTOCOMHBIX TpaHCIOKALIWA
B 0OmIel Tomysssuuy coctasisgeT npumepHo 1 Ha 2000
yenoBek. L.Y. Hsu omucan 130 ciayyaeB TpaHciaoKaluu
Y-aytocoMm, mpuyeM okosio 50% (60 u3 130) mamueHTOB
MMEN CXOXYIO TPaHCIOKAIMI0 TeTepOXpOMaTUHOBOTO
pernoHa (Yql2) Ha KOpOTKOE TIUIEYO aKpOLEHTpUYe-
ckoii xpoMocombl (13, 14, 15, 21 unu 22) [14]. T1pu aTom
TPaHCJIOKALIMWA MEXIY JJTMHHBIM TJIEYOM Y-XpOMOCOMBI
(Touka paspeiBa B JOKyce Y(l2) U KOPOTKUM IIJIEYOM
xpoMocoMmbl 15 (Touka paspbiBa B 15p11—13) sBistorcs
Haubosee yacteiMu [15, 16].

B nurtepartype BcTpedaloTcsl eIMHUYHbBIE COOOIICHUS
0 aucoMun X y MalMEeHTOB MYXKCKOTO T0Jia, UMEIOIINX
TpaHCJIOKAIIMKA C BOBJIEYEHUEM Y-XPOMOCOMBI U aKpoO-
LeHTpUYecKux Xxpomocom [12, 17]. ¥ omHOro us HuUxX
KaproTun ObuT ompeneneH kak 46,XX,der(15),t(Y;15)
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KJINMHUYECKUE CJTYHAU

13 15

Pucynok. Ctpoenne HopMaibHbIX XpoMocoM (13 u 15) u nepuBaTHbix (der) xpomocom (13 u Y), o0na-

PYKeHHbIX y nanmenTa ¢ cunapom Knaiindeasrepa.

Cnpasa — oTcyTcTBHE B KapuoTune parmeHTa XpoMocoMsl 15 1 nesioii Y-xpomMocomsl (mepedepKHyThI

KpPAaCHbBIMH JIHHI/ISIMPI).

Figure. The structure of normal chromosomes (13 and 15) and derivative (der) chromosomes (13 and Y)

detected in Klinefelter syndrome patient.

(q12;pll), y mpyroro — 47 XX,+dic(Y;15) [12, 17].
B mepBoM citydae mamieHTOM SIBIISIIICS 23-JIETHUN MYyXK-
ypHa c OecruioaueM, y KOTOpOro ObuLla AMArHOCTHUPO-
BaHa TUIIOIUIA3UsT TECTUKYJ U HEOOCTPYKTUBHAsI hopMa
azoocriepMuu. TpaHciokalus Obljla  yHacjenoBaHa
oT (hepTUIBHOTO OTIIA, MMeBIIero Kapuotur 45,X,t(Y;15)
(q12;pl11) [15]. Bropoii mauveHT ObUT BISIBJIEH B TPYIIIE
WHAVMBUAYYMOB CO CBEPXUMCICHHBIMU MapKEepHBIMU
(nepuBaTHBIMU) XpoMocoMmaMH. JlaHHBIE 0 ero (peHOTUTIE
1 BO3pacTe aBTOpaMU He TIPUBEICHBI.

OueBUIHO, YTO ABOWHAS Y-ayTOCOMHAas TpPaHCJIO-
Kalusi, oOHapyXeHHasl y OMMCAaHHOTO HaMHU TallMeHTa,
SIBJISIETCSI  PE3YJbTAaTOM AHOMAJIIBHOW MEWOTUYECKOMN
peKOMOMHAIIUM B OTIIOBCKOM Mel03¢ MEXIy TeTepo-
XpoMaTuieckoit obnacteio Yql2 M 1IeHTpOMepHBIM/
MEepULIEHTPOMEPHBIM T€TepOXPOMAaTUHOM JIBYX aKpo-
LIEHTPUYECKHUX XPOMOCOM, BOBJIEYEHHBIX B pOOEpT-
COHOBCKYI0 TpaHciokamuioo (13;15) y otua mpobGaHna.
Hanuyue B kapuoTtune aByx X-XpoMOCOM M MaTepuaja
Bcell Y-XpOMOCOMBI TPUBEIO K Pa3BUTUIO CHUHIpOMa
Kmaitndensrepa. CrnemyeT OTMETWUTH, YTO IIepBOHA-
YaJbHO KapMOTUIT y TTpoOaH1a ObLT OIpe/iesieH HETOYHO,
YTO MOTIJIO MPUBECTH K HEINMpaBWILHOMY IMArHo3y —
cuaapom 46,XX-myxunHa (cuHapoMm ae s Lllammest,
46, XX-TecTukyjsipHass (opma HapylieHuss (HopMUpO-
BaHus nona). OaHAaKO, YYUTHIBAsl HAJTM4YKE B KAPUOTUIIS
Martepuasa Y-XpoMOCOMBI (BCETO KOPOTKOTO U JTTMHHOTO
rieva, eHTPOMEpPHOI 00J1acTH), TaHHBIN TMarHO3 HeBe-
pPeH, a BBISIBJIEHHAss XpOMOCOMHasi aHOMaJIus 110 Habopy
Marepuasia TOHOCOM COOTBETCTBYeT cuHiapomy KiaiiH-
denvTepa. Hu y mammeHnTa, H1 'y €ro oTiia He ObLJIO BBISIB-
JIeHO MUKpoelienuii B 1okyce AZF. Xots criepMuosioru-
yeckoe McciieqoBaHre y mpobaHia He ObLIO BBITIOJIHEHO,
MOXHO TIPENNOJIOXKUTD y MallMeHTa TSKeJI0e HapylleHne
criepMaToreHe3a, a HaJM4ue JTOTOJHUTENIbHONW XPOMO-
COMHOI aHOMaJIUM CYILIECTBEHHO CHUXaeT U 0e3 TOoro

HeOOJbIIINE IMAaHCHI Ha TIOJIydeHHWE SYIUIOMIHBIX CITep-
MaTO30UI0B, TIPUTOAHBIX UISI SKCTPAKOPITOPaTbHOTO
OIJIONOTBOPEHUSI, M Ha JOCTUKEHHWE OepeMEeHHOCTU
C COOCTBEHHBIMM TaMe€TaMU B OyAyIIuMX Iporpam-
max DKO/ICSI. OueBuaHO, YTO TIPUCYTCTBHE B Kapuo-
TUTIE TIallieHTa Y-ayTOCOMHOW TpaHCIOKAIUA MOXKET
yCyryoaaTh HapylleHMe CcIiepMaToreHe3a M Melo3a,
MPUBOIST K YBEJIMYEHUIO KonuuecTBa (%) aHeyIuIouma-
HBIX TIOJIOBBIX KJIETOK B CJIydae YaCTUYHOTO COXpaHEHUS
rameroreHesza. B Oymyiiem eMmy peKOMEHIOBaHO Criep-
MMOJIOTMYECKOE MCCJIeIOBAaHME, a B Cllydyae a300crep-
MWW — TIPOBeJIeHUE TECTUKYJISIPHOM OUOTICUM METOIOM
micro-TESE. Tlpu mojayyeHuu criepMaTto30uioB, Mpu-
TOJHBIX TSI OTUIOAOTBOPEHUS in Vifro, BO3MOXHA MpOolie-
mypa ICSI ¢ coGcTBEeHHBIMU TaMeTaMM C TIpeuMITIaHTa-
LIMOHHBIM T€HETUYECKUM TeCTUpOBaHUEM. B MpoTHBHOM
cllyyae pellieHue TpoOJieMbl PErpoaAyKIIMM BO3MOXKHO
C TTOMOIIBIO TIPOTPAMM IKCTPAKOPITOPATBLHOTO OTLIOMOT-
BOPEHUS C JOHOPCKUMHU CITEPMATO30MIaMMU.

IpencraBieHHBIN KITMHUYECKUI ClTydaii U HECKOJIBKO
ciydaeB cuHapoMma KiraitHdenbrepa ¢ Y-ayTOCOMHBIMU
TPaHCIIOKALIUSIMU, COOOIIEHHBIX B IUTepaType paHee, CBU-
JIETEJILCTBYIOT, YTO AHOMAJIMU ITOJIOBBIX XPOMOCOM MOTYT
CONPOBOXIATHCS  JAOTIOJTHUTEIbHBIMU  ayTOCOMHBIMU
aHOMaIMSAMU. Y HOCHUTeNel cOaaHCUPOBAHHBIX CTPYK-
TYPHBIX XPOMOCOMHBIX abeppalyii HeOOXOAUMO YYMThI-
BaThb BEPOSITHOCTH BO3HUKHOBEHUS JOIMOJIHUTEIBHBIX
MyTalii XpOMOCOM, KaK He BOBJIEYEHHBIX, TaK U BOBIIE-
YEHHBIX B MEPECTPOIKY, B YACTHOCTU PUCK 0Opa3OBaHMUsI
CJIOKHBIX XPOMOCOMHBIX TIEPECTPOEK B TOJOBBIX KIIET-
Kax B Meiio3e y OTIa WJIK MaTepH M UX BO3ZMOXKHOM Tepe-
Jadn yepe3 raMeThl MoToMCTBY. CliemyeT paccMaTpuBaTh
MPpY 3TOM HEOOXOIUMOCTh MPOBENECHMS TTPeUMITIaHAI-
OHHOTO TeHETUYECKOTO TECTUPOBAHUS W/WIN MpeHATaTb-
HOM LIMTOT€HETUYECKOM TMarHOCTUKMU.
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