NMPUJIOXXEHMUE
KTNABE |




doto 1.1. Kapuotun: 46,XX (a); kapnoTun: 46,XY (6). AndpepeHumansHoe okparumea-
Hue GTG-meToaom; x1000
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Mpunoxenune kK Mase |. OcHOBBI FeHeTukK HYenoseka

PoTo 1.2. lfannouaHbih Habop xpomMmocom B crepmato3ompax. FISH ¢ ncnonsaoBaHunem
OHK 30Hg08 CEP X, MeueHHOro pogamMmHom (KpacHsbliii), u CEPY, me4yeHHoro
FITC (3eneHwiin); x1000

540



BlEN 1

doto 1.3. BapnanTbl AnMHbI FTeTEPOXPOMATUHOBOIO G/I0Ka B OKOJIOLEHTPOMEPHOM
paioHe xpomocomel 1 (a), xpomocombl 16 (6), xpomocombl Y (B). Cnesa
nogaHa ngmorpamma COOTBETCTBYIOLLLE XPOMOCOMbI, CTPENKaMn ykasa-
Hbl XPOMOCOMbl C YBEMNYEHUEM ANNHBbI FETEPOXPOMATMHOBOIO 6n0Ka.
MeTadasHaa nnacTmHka, XpoOMocoMbl okpalueHs CBG-metonom; x1000.
KopoTkoW cTpenkon ykaszaH xpoMmocomMa 9, ANIMHHOW CTPENKOMn — roMo-
NIOr XPOMOCOMbI 9 C YBENNYEHHBIM FreTepoOXpOMaTUHOBLIM GAOKOM B OKO-
NoUEeHETPOMEPHOM palioHe (r)
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Mpunoxenue k Maee . OCHOBbI FreHeTUku Yenoseka

doTo 1.4. BapnaHTbl reTepoxpoMaTUHOBLIX CEFMEHTOB, CMYTHUYHBIX HUTEN U CYTHU-

542

KOB aKpOLLEHTPUYECKMX XPOMOCOM: YBENMYEHNE pa3mepa CNYyTHUKOB Ha KO-
POTKOM nieye (Ps+) akpoUEHTPUYECKMX XPOMOCOM (a); yBennyeHue oanHel
CMYTHUYHBIX HATEN Ha KOPOTKOM nteye (pstk+) akpoueHTpryecknx Xxpomo-
coM (6); yBenu4eHune ANvHbl (pasmepa) UEHTPOMEPHOro reTepoxpoMaTuHa
(cenh+) B aKpOLEHTPUYECKNX XPOMOCOMax (B); Hannyne ABOWNHbLIX CYTHUY-
HbIX HUTEeM (pstkstk) Ha KOPOTKOM NfeYe akpPOLEHTPUYECKNX XPOMOCOM (r)




¢0To 1.5. Uanorpamma xpomocomsl 9 (@), xpomocoma 9 (6), BTopmiHas nepeTsixka B
OKOJIOLLEHTPOMEPHOM-paioHe ANNHHOIO naedya XxpoMocombl 9 (B). CTpenkoii
ykasaHa BTOpU4YHas nepeTtshkka

doTo 1.6. Nanorpamma xpomocomsl 17 (@), xpomocoma 17 (6), BTopuuHasn nepeTsxka
B KOPOTKOM rnieye xpomocombl 17 (B). CTpenkoi ykazaHa BTOpuyHas rnepe-
Tshkka
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Mpunoxenue k Mase I. OcHOBHI reHeTukn Yenoseka

doto 1.7. Nanorpamma xpomocombl 16 (a), xpomocoma 16 (6), Hanru4me NOMKOro y4acT-
Ka B cermeHTe q22.1 xpoMocoMmb! 16 (B); nanorpamMmma XxpoMocomsl 22 (r), Xpo-
Mocoma 22 (a), Hanvume NOMKOro ydacTka B cermeHTe 13 xpoMocombl 22 (e).
Ctpenkammn ykasaH JOMKUI yHaCTOK
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®doto 1.8. KapnoTtun nnopa: 47,XX,+21. AnpdeperHunansHoe okpawmsaHme GTG-me-
Togom; x1000. Ctpenkon ykazaHa AononHnTenbHasa xpomocoma 21
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Mpunoxenue k Mage |. OcHoBbI reHeTUKM HYenoseka

& 6 &A BB &K

15 17 14

®doto 1.9. KapmoTtun nnopa: 47,XX,+13 (a); kapunotnn nnoaa: 47,XY,+18 (6). Audde-
peHuuanbHoe okpawmnBaHne GTG-metogom; x1000. Ctpenkamun ykazaHa
JononHnTeNnbHas XxpomMocoma
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doto 1.10. Kapnotun nnoga: 47 XX,+16. AuddepeHunanbHoe okpawmsaHmne GTG-me-
ToaoM; x1000. CTpenkoi ykazaHa AononHuTenbHas xpomocoma 16
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Mpunoxenue k Mase |. OCHOBBI reHeTukn Yenoseka
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®doT1o 1.11. Knetka ¢ xpoMmocomMmHbiM Habopom 46,XX,del(17)(p11.2) (a); knetka ¢
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XPOMOCOMHbIM HaGopom 46,XX,del(4)(p14) (6). AnddepeHumansHoe
okpawunBaHue GTG-metogom; x1000. Ctpenkamn ykazaHa nenetmpo-

BaHHasA XxpoMocoma
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®doto 1.12. Hanbonee pacnpoCTpPaHEHHbLIE BapnaHThbl NEPULEHTPUYECKNX UHBEPCUIA.

Uovorpamma un ¢oTto: inv(1)(p13g21) (a); inv(2)(p11.2q13) (6);
inv(10)(p11.2921.2) (8). Cnesa npencrasneHa nanorpamma n ¢oTo HOpP-
MaJ/IbHOW XPOMOCOMBbI, CrnpaBa — C NEPULEHTPUYECKOW WHBEPCUEN.
KneTka ¢ xpomMocoMHbIM Habopom 46, XY,inv(Y)(p11g11.2) (r). Okpawusa-
Hne GTG-meTogom; x1000. Ctpenkoi ykazaHa Xpomocoma Y C NepuLLEHT-
puny4eckon nHeepcuen
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Mpunoxenue k Maee |. OcHOBBI reHeTUKM YenoBeka

®doTo 1.13. KneTtka ¢ xpoMocoMHbIM HaBopom 46,X,i(X)(q10). AuddepeHupansHoe
okpawmBaHue GTG-meTonom; x1000. Ctpenkoii ykasaHa naoxpomocoma X
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doro 1.14. AkpoueHTpuyeckue xpomocomel rpynnel D (13-15) v rpynnet G (21 1 22)

551




Mpunoxenve k Mase |. OCHOBbLI reHeTUKM YenoBeka

doT1o 1.15. BapuaHTbl peumnpokHbiX TpaHcnokauuii. Knetka ¢ XpOMOCOMHbBIM
Habopom 46,XYt(4;21)(p15.2;922.1) (a); 46,XY,t(1;10)(q25;022.3) (06);
46,XY,1(5;7)(q11.2;031.2) (B); 46,XX,t(2;11)(p21;923) (r);
46,XY;t(11;22)(q23;q11) (A); 46,XYt(1;8)(q21;p21) (e);
46,XY,1(4;15)(q27;926.3) (). AndPpepeHumanbHoe oKkpalLlMBaHUe
GTG-meTonom; x1000. Ctpenkamu ykasaHbl XPOMOCOMbI, y4HacCTBYIOLWME B

TpaHcnokaumm
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doTo 1.15. (NpoaonxeHue)
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Npunoxenue k maese |. OCHOBbLI reHeTHKKn Henoseka

doTo 1.15. (npogonxeHue)
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doTo 1.15. (npogonxeHne)
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MpunoxeHne K Mage |. OCHOBLI reHeTnkn Yenoseka

®doto 1.15. (npogonxeHue)
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20 2 2 X Y

doTo 1.15. (NpoponxeHne)
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Mpunoxexwne k Mage |. OcHOBLI reHeTukn Yenoseka

®doto 1.15. (npogonxenue)
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do1t0 1.16.

FISH c wcnone3oBaHuem nokyc-cneuudpuydeckoro AHK 3oHpa
(DiGeorge/VCFS Region Probe). YuacTtok 22g11.2 mapkupoBaH poaa-
MMHOM (KpacHbI1), KOHTPOJIbHbIN y4acTok 22q13 mapkupoBaH FITC
(3eneHbin). OTCYTCTBUE KPACHOIO CMrHana Ha 0aHOM N3 XpOMOCOM 22
cBupetenncTtByeT o geneuumn 22q11.2; x1000. CrtpenkamMun ykazaHo
Hanu4YMe CMrHanoB Ha XxpoMocomax 22
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Mpunoxenue k Mase |. OCHOBLI reHeTUKN Yenoseka

®oT0 1.17. FISH ¢ ncnonssosannem ansponagHoro AHK 3oHga (CEP X) Ha nHTepdas-
HbIX fapax (CTpenkaMmun ykasaHo KOJIM4eCcTBO XpOMOCOM X B sigpax) (a); B
meTtadase, kapuotun: 48,XXXX (6). AHK 30HA meyeH pogammHom; x1000
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®oTo 1.18. FISH ¢ ncnonb3oeaHuem cybTenomepHoix cant-cneumnpunyeckmx JHK 30H-
[OB Ha ANCTaNbHbIN YH4aCTOK KOPOTKOro nneda xpomocowmbi 2 (tel 2q) (me-
YeH PoaaMNHOM — KpacCHbIn) n xpomocombl S (tel 5p) (meyveH FITC — 3ene-
HbI). Knetka ¢ XxpoMOCOMHLIM Habopom 46,XYt(2;5)(g21;p15.3); x1000.
Crpenkammn ykasaHO Hanu4yme CUrHanoB Ha XPOMOCOMAX, YHaCTBYIOLNX B
TpaHCcnoKauumn
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MpunoxeHune k fnaee |. OCHOBLI FreHeTUKK Yenoeeka

doTo 1.19. MHorougeToBasa FISH; x1000
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Cnyuan 1

B KnuHnky npobnem nnaHmposanms cembm {Knes, YkpanHa) obpatunachk Cynpyxeckas na-
pa B CBSI3U C MepBMYHBLIM Becnnoamem (3 ropa).

Cynpyry 44 roga, pe3ynbrat CrnepMorpamMmbl — BApUaHT HOPMbI, kapuoTun: 46,XY, B nepeoM
Opake ecTb AeTn. g

Cynpyre 37 neT, UMTOreHETUYECKNIA aHaNn3 BbISIBUN Y CYTIPYT METALLEHTPUYECKYIO, C ABY-
MS napamMm CNyTHUKOB MapKepHYIO XPOMOCOMY B 75 % KI1ETOK, KOTOpast o pasmMepy CocTas-
nseT 2/3 XxpomMOCOMbI 21, 4aCTO y4aCTBYEeT B aCCOLMaLMSIX C aKPOLLEHTPUYECKMMMU XPOMOCO-
Mamun (poto 1.20). JnddpepeHumanbHbiMM METOAAMU OKpalumBaHusa ¢ nomoLsio GTG-,
QFQ-meToa0B ObIN BbISBNEH rETEPOXPOMATUH B COCTaBe MapKEpHOW XPOMOCOMLL. Jind
noeHTPUKaUMM OONOSHUTENBHON MUHU-XPOMOCOMBI Oblfl MCNoAbL30BaH Habop Spectra
Vysion Assay (Vysis, Abbott Inc, USA), koTopbin copepxxuT Habop WCP IHK 30H#0B, MeyeH-
HbI PIIOOPOXPOMaMK, YTO B COYETAHMM C KOMMbIOTEPHOM nporpammoin Applied Imaging
Spectra Vysion Imaging System no3sonsieT okpawmeaTb XPOMOCOMbI B 24 UBeTa.

Mocne npoBeaeHWs aHanmaa ¢ NOMOLLBIO MHOrouBeToBon FISH mapkepHasi xpomocoma
6bl1a naeHTUGULMPOBaHa Kak XPOMOCOMa, BO3HMKLLASA B PE3yNbTaTe MHBEPCUM ¥ AyTnu-
Kauum KOpOTKOro nneda xpomocombl 15. Kapmotun sanmcbiBaetcs: mos 47,XX,+psu
idic(15)(q11~13)[15]/46,XX[20] (doTO 1.21).

Mocne npoBeaeHus nededbHon nporpammbl IKO ¢ ICSI H6bina nonyyeHa 6epeEMEHHOCTD.
LlnToreHeTnyeCckmin aHanma BOPCUH XOpuoHa nnoaa nokasan kapuotun 46, XY.
BepeMeHHOCTb 3aKoHYMNAaCh POXAEHNEM 300POBOr0 AOHOLLEHHOTO MaJIbYMKE.

doT1o 1.20. Kapunotun cynpyru: 47 XX,+mar; x1000. Ctpenkoii ykazaHa mapkepHas
xpomocoma (Cnyuair 1)
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Mpunoxenue k Maee |. OcHoBbl reHeTVKKM Henoseka

®doT1o 1.21. Kapuotun cynpyru: 47 ,XX,+psu idic(15)(q11~q13); x1000. Ctpenkon
ykazaHa mapkepHasa xpomocoma (Cnyyam 1)
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®doto 2.1. Knetka ¢ xpoMoCOMHbiM Habopom 47 XXY. AnddepeHunanbHoe okpalumnsa-
Hue GTG-metonom; x1000. Crpenkoi ykazaHa A0NOAHUTENBHAA XPOMOCO-
ma X :
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MNpunoxexue K Masee Il. MaTodnanonornyeckue MexaHn3mMbl U FeHETUHECKME acnekTsl HaPYLLEHVSA PENPOAYKTUBHON GYHKUMM Y MydKHMHBI

Cnyuan 2

B KnuHuky npotnem nnaHuposaHua cembhn (Knes, YkpanHa) obpaTtmnacb Cynpyxec-
Kas napa B CBA3M C BTOPUYHbIM Becnnogunem (5 ner).

Cynpyre 28 nert, kapuotun: 46,XX.

Cynpyry 42 roga, cnepMuonorm4eckuin aHanmsa BbiiIBU a300CNEPMUIO, KapuoTun:
47 XXY[71/47 XY,i(X)(p10)[1]/46,XY[50] (doTo 2.2). MonekynapHO-unutoreHeTn4ec-
KU aHanM3 noaTeepann Mo3auyHbii BapuaHT cuHapoma KnaniHdenstepa. lMocne
npoeeaeHnsa TESA n 9KO c ICSI 6bina nonydyena TpexnnogHas 6epemeHHocTb. LnTo-
reHeTU4eCKUn aHann3 BOPCUH XOPUOHA NpoBeaeH ansa Bcex 3-x nnogos. KapuoTtun
nepBoro nnoga HopmanbHbi (46,XY), BToporo — 47,XX,+21[3]/46,XX[8], TpeTbero —
47 XYY[3]/46,XY[10] (doTto 2.3, 2.4). [0 cornacumio CeMbu pasBuUTUE BTOPOro U
TpeTbero NNoaos OblN0 OCTaHOBNEHO. BepeMeHHOCTb 3aKOHYUNacb POXAEHNEM 300~
POBOIO AOHOLLEHHOro Manb4mKa.

doT10 2.2. KneTtka c XxpOMOCOMHbLIM Habopom 47, XY,i(X)(p10). AnddepeHumnanbHoe okpa-
wwueaHne GTG-metomom; x1000. Crtpenkov ykazaHa um3oxpomocoma X
(Cnyuait 2)
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- ®oTo 2.3. KneTka ¢ XxpOMOCOMHbIM Habopom 47 ,XX,+21. AuddepeHumansHoe okpa-
wwusaHne GTG-metooom; x1000. Ctpenkoin ykazaHa AononHmMTesNbHas Xpo-
mocoma 21 (Cnyuan 2)
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MpunoxeHue k Mase |l. MaToprsMonorMieckue MexaHu3mMbl M FeHETUYECKNE acrekTbl HapyLLEHWst PENPOAYKTUBHOM GYHKLMN Y My>XHMHbI

doTo 2.4. Knetka ¢ XpOMOCOMHbIM Habopom 47 XYY. JuddepeHupansHOe okpativBa-
Hue QFQ-metoaom; x1000. Ctpenkamm ykasaHbl Xpomocombl Y (Criyuaia 2)
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®doTo 2.5. Knetka ¢ xpomocomMHbiM HabGopom 46, XXY,rob(13;14)(q10;g10).
DndodepeHupanbHoe okpawmsaHne GTG-metonom; x1000. KopoTkon cTpen-
KOW yKa3aHa OononHuTebHasa xpomocoma X, OJIMHHOWN CTPEenkon — aepusar-
Has xpomMmocoma rob(13;14)(q10;q10)
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Mpwunoxenue k Mase |l. MaTodPrnanonoriHeckme MexaHM3Mbl U reHETUMECKNE aCNeKTbl HapyLLEHUA PEenpPOaYKTUBHON GYHKUMM Y My>XXHUHBbI

Cnyyan 3

B KnuHuky npobnem nnaHuposaHus cembun (Kues, YkpamHa) obpatunacb cynpy-
Xeckas napa B CBA3n ¢ nepBu4HbiM 6ecnnoaunem (4,5 ropa). Cynpyre 28 net, kapuo-
Tnn: 46,XX.

Cynpyry 28 neTt, cnepMMONOrM4eCKUn aHanma nokasan oauMrotrepato300Cnepmumio
(dpoTo 2.6), kapnoTun: 47 ,XYY (doTo 2.7). Nocne npoBeneHus neyebHoM nporpam-
Mbl OKO ¢ ICSI 6bina nonyyeHa 6epeMeHHOCTb. LInTOreHeTuyeckmin aHanns3 BOPCUH
XOpuOHa nnoga nokasan HopManbHbln kapunoTtun (46,XX). bepeMeHHOCTbL 3aKOHYMn-
nacb poXgeHnem 300pPO0BO AOHOLWEHHON AEBOYKU.

®oto 2.6. MukpodoTorpadpusa npobbl IaKynsaTa cynpyra ¢ OnmMroTepaTto30ocnepmme,
okpatwumsaHue no ManaHunkonay; x1000 (Cnyyai 3)
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doto 2.7. Knetka ¢ XxpoMoCOMHbIM Habtopom 47 XYY. indpdepeHumnansHoe okpalunsa-
Hue GTG-metopom; x1000. CTpenkoit ykazaHa aononHuTensHasa xpomocoma Y
(Cnyuyain 3)
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MpunoxeHue k Mase |l. MaToPuUanonorieckme MexaHM3Mbi U FreHETUHECKVE aCTeKTbi HAPYLLEHUS PENPOAYKTUBHOW PYHKLMM Y MyXUMHbI

Cnyvan 4

B KnuHnky npobnem nnaHuposaHuns cembn (Knes, YkpanHa) obpatunack cynpyxeckas
napa B CBSi3M C nepsuyHbIM 6ecnnognem (3 ropa). Cynpyre 25 net, kapmoTun B HoOpme
(46,XX).

Cynpyry 25 nert, pesynstaTt cnepMmorpamMmmbl — BAPUaHT HOPMbI, LUUTOrEHETUYECKUI aHa-
NN3 — Hann4me TPEX KIIOHOB KNETOK: C ANCOMUEN XPOMOCOMBI Y, TETPACOMMEN XPOMOCO-
Mbl Y n o] HOPManbHbIM KapnoTnnom. Kapuotun:
49,XYYYY,9gh+[1]/47,XYY,9qh+[3]/46,XY,99h+[67] (doTOo 2.8). AHanM3 C NOMOLLBIO
FISH noaTBEepann HanM4yme KNoHa KIeTok ¢ gucommuen xpomocomsl Y (poto 2.9). lNoc-
ne nposeaeHus nededHor nporpammel KO ¢ ICSI 6bina nonyyeHa 6epemMeHHOCTb. Lin-
TOreHeTU4YeCcKnin aHann3 BOPCUH XOPMOHa MNnoaa nokasan HOpManbHbIM KapuoTun
(46,XX). bepeMeHHOCTb 3aKOH4YMNAaChb POXAEHUEM 300PO0BON JOHOLWEHHON OEBOYKW.

doT0 2.8. Knetka ¢ xpoMocoMHbIM Habopom 49, XYYYY,9gh+. AnddepeHupanbHoe okpa-
wyeaHue GTG-meToaom; x1000. Ctpenkamn ykasaHbl 4ONONHUTENbHbIE XPO-
mocombl Y (Cnyyaia 4)
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®doTo 2.9. FISH ¢ ucnonezosaHnem anspongHsix AHK 3onpos CEP X n CEP Y noka3sa-

na Hanumume OByX CUFHanoOB, Mapkupylowwmx xpomocomy Y, 8 144 n3 800
knetok. CEP X mapkunposaH FITC (3eneHnbiin), CEP Y mapkupoBaH pofamu-

HOM (kpacHbIn); x1000. Ctpenkamum yka3zaHO KONMYECTBO XPOMOCOM Y B 1-
pe (Cnyuyan 4)
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MpunoxeHue k Maee ll. MaToPUIMONorHecke MexaHaMbl U FEeHETVNECKME ACMeKThl HapyLLEHUS) PENPOAYKTUBHON (MYHKLM Y MyXHUHbI

doto 2.10. Hannume curHana yyactka SRY Ha KOPOTKOM rieve XpoOMOCOMbI X Y MY>XHNHbI
¢ kapuotunom 46,XX. FISH ¢ ncnonssosannem OHK 3oHaooe CEP X n SRY.
LleHTpomepHbI painoH xpomocombl X MapknposaH FITC (3eneHbiin), gponon-
HUTENbHbLIN MaTepMan Ha AepuBaTHOM XpoMocoMe X BhisineH AHK 3oHaom
SRY, Me4yeHHbIM pogaMnHoM (kpacHbIn); x1000. Ctpenkamun ykasaHbl LEeHT-

POMEPHbBIN PaioH XPOMOCOMbI X 1 Hannume curHana y4actka SRY Ha ogHomn
N3 XPOMOCOM X
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doT0 2.11. Knetka ¢ XpOMOCOMHbIM Habopom 46,X,1(Y;4)(q11.23;927),14ps+. Audde-
peHunanbHoe okpawwuBaHue GTG-metogom; x1000. Ctpenkamn ykasaHsbl
XPOMOCOMBbI, YHaCTBYIOLLIME B TPAHCIOKaLMK
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Mpunoxenue k Mase Il. MaTtogusnonornueckne MexaHU3Mbl U FEHETUHECKUE ACNEKTHI HAPYLIEHUS PENPOAYKTMBHON DYHKLMN Y My>XHUHbI

Cnyyan 5

B KnuHuky npobnem nnanmpoBaHus cembmn (Knes, YkpavHa) o6patunnucb ABe CEMbU, B
KOTOPbIX cynpyru — cnbebl (poaHbie 6paThsl), B CBA3U C HAPYLUEHMEM PENPOAYKTUBHOWN
dyHKUnn. Npn KNIMHUKO-reHeanornyeckom obcnenoBaHnm 66110 YCTAHOBAEHO HANMYMeE
B aHaMHe3e MaTepu 6paTbeB ABYX Cly4aeB MEpPTBOPOXAEHUS.

B cembe cTtapwero 6parta 6ecnnoave BTOPUYHOE, B aHAMHe3e ABa CNOHTaHHbIX abop-
Ta Ha paHHux cpokax O6epemeHHocTn. Cynpyre 27 net, kapuotun: 46,XX.
Cynpyry 29 net, cnepmMuosiorni4eckuic aHanna nokasan HopMasnbHbl pe3ynbTart, Kapuo-
mn: 47,XY,+21,9gh+[3]/46,XY,9gh+[48] (poTo 2.12). [locne nposeneHnsa nedvedbHoMn
nporpammbl KO ¢ ICSI 6bina nonyyeHa asynnogHas 6epemMeHHOCTb. LiuToreHetuyeckunii
aHann3 BOPCUH XOpnoHa 060unx NNOA0B NoKasan HopMasbHbIv kKapuoTun (46,XY; 46,XY), y
obounx Habnganock yBenmyeHne oinHbl reTepoxpoMaTMHOBOIO panoHa B AJINHHOM Mne-
4ye XPOMOCOMbI 9 OTLLOBCKOIO MPOUCXOXOEHNA. bepeMeHHOCTb 3aKOHYMUNACh POXAEHUEM
ABYX 300POBbIX AOHOLIEHHbIX MaSIbYMKOB.

B cembe mnagwero 6pata 6ecnnogme nepsuyHoe (2 ropa). Cynpyre 28 nert, kapwo-
Tnn: 46,XX. Cynpyry 28 net, cnepMmonorm4eckuin aHanms BbiiBUA aCTEeHOTEepaTo300-
cnepmMuio, KapuoTtmn: 47 ,XY,+21,99gh+[3]/47,XXY,99h+[1]/46,XY,9gh+[45]
(poTo 2.13, 2.14). lNocne nposeaeHus nevedbHon nporpammbl IKO ¢ ICSI 6bina no-
ny4yeHa 6epeMeHHOCTb. LinToreHeTnyeckuin aHanma BOPCUH XOpUoHa nioaa nokasan
HOPMaJbHbIA kapuoTun (46,XX), y nnoaa Habnoaanocs yBennyeHne AnHbl retepo-
XPOMATUHOBOI0O paoHa B ANIMHHOM nNfe4Yye XPOMOCOMbE 9 OTLOBCKOIrO APOMNCXOoXae-
HUA. BepeMeHHOCTb 3aKOHYMNAaCh POXAEHNEM 340POBOW AOHOLWEHHON AEBOYKN.
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®doto 2.12. Kapunotun ogHoro u3 cubcoB. Knetka C XpPOMOCOMHbIM Habopom
47 XY,+21,9gh+. OuddepeHunansHoe okpawwmsaHue GTG-meToaom;
x1000. CTtpenkon ykasaHa AononHUTenbHas xpomocoma 21 (Cny4aun 5)
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Mpunoxenne k Maee H. NMaTtoduanonornieckne MexaHn3ambl U FEHETUYECKNE acneKTbl HAPYLLEHWUS PENPOAYKTUBHOM GYHKUMK Y MyXHMHbI

fum]
Q 20 40 50 80 100 120 140 160173

i
207

304 o s a

50 -
50 -
70+ K4 L)
80 -
o0 4

5

100 A N o

110 - o/ Q

120 - @

m
0 20 40 80 80 100 120 140 160173

10
20+
30
<35 -
50 -
50 -
70 -
80 -
0 -

100 -

110 - -

120 el

6 130

Ta6nuua. Knaccudukauma cnepmaTto3omaos no NOABUXHOCTU cornacHo kputepuam BO3

Kateropuv noaBuXxHocTu cnepmartosonnos | Mpumepsbl TpaekTopuii ciepMmaTo3ouaos
Jpuratomecs 6bICTPO U
npsimonuHeiHo (BO3 a) ‘Z__r_v-’g

JBuraowmecs MeaneHHo un 11%]
[Aw

npamonuHerHo (BO3 b)

Jsuraiowmecs He NPAMONINHENHO )
unun kavaowmecs (BO3 c¢)

HenoaswxkHble (BO3 d) ®

dorto 2.13. KoMmnbioTepHasi cuctema aHanmsa KOHUEHTpaumm, NoABMKHOCTU 1 MOPGO0-
rmn cnepmato3sonaoB (CASA 5.2). ActeHOo300CcnepMust y OOHOro n3 cnmbcos
(a). Ans cpaBHeHUs1 NpeacTaBieHbl TPAEKTOPUX ABUXKEHUSI CNepMaTo30Ma0B
B HopMme (6) (Cnyuaii 5)
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doto 2.14. Kapmnortmn ogHoro u3d cmbcoB. Knetka ¢ XPOMOCOMHbIM HaBOpPOM

ne (Cnyvai 5)

47 XXY,9gh+. OndPpepeHumanbHoe okpawmBaHne GTG-metogom; x1000.
CTpenkon ykasaHa AONOAHUTENbHAA XpPOMOCOMa X B MyXXCKOM KapmnoTu-



MNpunoxenue k Mase li. NaTtodnanonormieckme MEXaHM3Mbl M FrEHETUHECKUE aCNEKTbI HAPYLLEHWUS PENPOAYKTUBHON BYHKLWN Y My>XUnHbI

Cnyyai 6 ,

B KnnHnky npobnem nnaHupoBaHust cembun (Knes, YkpanHa) obpatunach cynpyxec-
Kag napa B CBA3U C nepsBuyHbIM 6ecnnoauem (18 net). Cynpyre 39 net, kapuo-
™n:46,XX. Cynpyry 40 net, cnepMmonormiecknic aHanm3a BbiIBUN ONUroTepaTo300-
cnepmuio, kapunotun: 45,XY,rob(14;22) (dpovo 2.15, 2.16). Nocne npoBegeHnsa ne-
yebHom nporpammbl KO ¢ ICSI 6bina nonyyeHa 6epeMeHHoCTb. LiuToreHetuieckuin
aHann3 BOPCUH XOpUOHa nioaga nokasan HopManbHbI kapuotun (46,XX). bepemeH-
HOCTb 3aKOHYMNACh POXAEHUEM 340POBON AOHOLLIEHHON AEBOYKN.

doTto 2.15. MukpogdoTorpadust Npodbl IaKynaTa Cyrnpyra ¢ onmrotepaTto3oocnepmmen,
okpaiumsaHue no MNManaHnkonay; x1000 (Cny4vai 6)
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dorvo 2.16. KapunoTtun cynpyra: 45,XY,;rob(14;22)(q10;q10). AnddepeHupanbHoe okpa-
wmsaHue GTG-metonom; x1000. Ctpenkon ykazaHa aepuBaTHaa XpoOMOCO-
ma (Cny4air 6)
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Npunoxerue K Masge Il. MaTtodpuanonormieckne MexaHn3ms! U FeHETUYECKMUE aCNEKTbl HRPYLLEHNR PErpPOAYKTUBHOM yHKUMN Y MyXUMHbI

Cnywan7

B KnuHnky npobnem nnaHmposaHus cembmn (Kues, YkpanHa) obpaTtunachk cynpyxeckas
napa B CBA3u C nepemyHbIM Becnnoamnem (15 net). Cynpyre 37 nert, kapuoTun: 46,XX.

Cynpyry 40 net, CNnepMmnonornyeckmui aHanns BbISBUN ONIMrO300CNEepPMUI0, KapuoTun:
45,XY,rob(13;14)(g10;g10),inv(9)(phgh) (dpoTo 2.17). MNocne nposeneHua ne4ebHON
nporpammbl IKO ¢ ICSI ¢ nocneaylowmM nepeHocom amOpuUOHOB Obina nonyydeHa
TpexnnogHaa 6epemMeHHOCTb. LiuToreHeTnyeckuin aHanna 6uontara BOPCUH XOPUOHA
nokasan pasnnyHbli KApMoTMN Y NOA0B. Y NepBOro nioaa ¢ HopMabHbIM KAprUOTUMIOM
Habnoganack MHBEPCUS XPOMOCOMbI 9 OTLLOBCKOrO npowucxoxaeHnsa (poto 2.18). Y
BTOPOro nnoaa Obina BbiABNEHA TPAHCNOKAUMS, aHanoryHasa otuosckoin (poto 2.19).
Tpetun nnoa nmen kapmnotun 46,XY. No xenaHnio ceMbn pa3BuTe ABYX M0A0B (NepBo-

ro 1 BTOPOro) 66110 OCTAaHOBMEHO. BepeMeHHOCTb 3aKoHYNNACh POXAEHUEM 3[40POBOr0O
JOHOWEHHOro Masibyuka.

doto 2.17. Kapunotun cynpyra: 45,XY,rob(13;14)(q10;10),inv(9)(phgh). AundpdepeHum-
anbHoe okpawwmsaHme GTG-metogom; x1000. KOpoTkon cTpenkon ykasaHa

AepuBaTHas XpoOMOCOMa, ANIMHHOW — XPOMOCOMa 9 C NepuUEHTPUYECKON NH-
Bepcuen (Cnyyan 7)
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doTo 2.18. Kapnotmun nnoga 1: 46,XX,inv(9)(phgh)pat. AndpdepeHunansHoe oKkpatumn-
BaHne GTG-metogom; x1000. Crtpenkoi ykaszaHa xpomocoma 9 ¢ nepwu-
LeHTpunyeckon nieepcunein (Cnyuai 7)
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Mpunoxenne k Mase |l. MNaTodpranonornieckme MexaH3Mbl U FEHETUYECKIE aCTIeKTbi HAPYLLEHUA PENPOAYKTUBHOM hyHKUMW Y MyXXUYnHbI

dorto 2.19. Kapuotnn nnopa 2: 45,XX,rob(13;14)(q10;q10). AnddpepeHumansHoe okpa-
wmsaHne GTG-meTonom; x1000. Ctpesnkoit ykazaHa AepuBaTHas XPOMOCOMa
(Cnyuan 7)
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Cny4yan 8

B KnuHuky npobnem nnaHuposaHus cembh (Kues, YkpauHa) obpatunace cynpyxeckas
napa B cBA3n C NepBudHbLIM Becnnoguem (12 neT) n Tpems HeyaaqdHbIMU MONbITKAMN
nporpammbl IVF B knuuukax CHI. Cynpyre 30 net, kapuotun: 46,XX.

Cynpyry 36 net, cnepMmonorn4eckuini aHanua BbISBUN ONNTroTepPaTo300CnepmMumio
(poTo 2.20). LintoreHeTn4deckmnin aHanma cynpyra nokasan Hanu4dne co6anaHCUpoBaH-
HOM TpaHcnokauuun, kapuotun: 46,XY1(5;7)(p11.1;p11.1),99gh+ (doTo 2.21). MNocne
npoeeneHus nevebHo nporpammbl IKO ¢ ICSI ¢ nocnenyowmum nepeHocom amoépuo-
HOB Obinia nonyd4eHa TtpexnnogHaa OepemeHHoCTb. PasButne aByx amOpuMOHOB
OCTaHOBWJIOCb HA PaHHUX cpokax 6epemMeHHOCTU. ANns yCcTaHOBNEeHNS KapuoTuna Hop-
ManbHO pasBuBaloLLerocs naoaa 6but NPoBeAeH UUMTOreHeTUu4eckmnin aHannsa éuonrara
BOPCUH XOpuoHa, pesynbrat — 46,XX (poTo 2.22). bepeMeHHOCTb 3aKOHYMNAaCh POX-
OEeHeM 300pP0BON LOHOLWEHHOW AEBOYKN.

doT0 2.20. MukpodoTorpadus npodbl 3aKynaTa Cynpyra ¢ OnmMroTeparto3oocnepmMmeit,
okpawwmsaHue no NanaHnkonay; x1000 (Cny4aii 8)
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Cnyyan 8

B KnuHuky npobnem nnaHuposaHus cembh (Knes, YkpanHa) obpatunacb cynpyxeckas
napa B CBA3M C NepsuYHbIM Becnnoguem (12 neT) n Tpemsa HeyaadYHbIMU NOonNbITKaMn
nporpammbl IVF B knuHukax CHI. Cynpyre 30 net, kapuotun: 46,XX.

Cynpyry 36 net, cnepMunonorMyecknini aHanm3 BbIABUA ONUTroTEPaTO300CNEePMUIO
(dpoTo 2.20). LintoreHeTn4ecknin aHanma cyrnpyra nokasan Hannyne cbanaHcupoBaH-
HOW TpaHcnokauun, kapuotun: 46,XYt(5;7)(p11.1;p11.1),9gh+ (PpoTo 2.21). MNocne
npoBeaeHus ned4ebHon nporpammbl KO ¢ ICSI ¢ nocnenyowmm nepeHocom 3amopuno-
HOB Oblna nony4yeHa TpexnnogHas OepemMeHHOCTb. PasButue AOByx 3MOPUOHOB
OCTaHOBWJIOCb Ha pPaHHUX cpokax 6epeMeHHOCTU. 1N yCTaHOBNEeHUS KapnuoTmna Hop-
ManbHO passmBaloweroca nnoga Ol NPoBeAEH UMTOreHeTMYecKui aHanma buonTaTa
BOPCUH XOPUOHa, peaynbtaT — 46,XX (PpoT1o 2.22). bepeMeHHOCTb 3aKoH4YUNacb Pox-
AEeHUEeM 300pOBON LOHOLLUEHHOW 0EeBOYKN.

doTo 2.20. MukpodoTorpadus npobul asaKynaTa cynpyra c onurorepaTo3oocnepmMmmen,
okpaiumsaHue no ManaHvnkonay; x1000 (Cnyuan 8)
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MNpynoxenne x Mase Il. MNaTodusnonornueckmne MexaHnamb U TEHETUHECKME aCNEKTbl HAPYLWEHNS PEeNPOAYKTUBHON QYHKUMM Y MyXX4MHBI
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doto 2.21. KapmnoTtun cynpyra: 46,XY,t(5;7)(p11.1;p11.1),9gh+. AnddepeHumansbHoe
okpawmsaHue GTG-metonom; x1000. Ctpenkamn ykasaHbl XPOMOCOMbI,
ydacTeylowme B TpaHcnokaumn (Cny4yain 8)
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doT10o 2.22. KapnoTtun nnoga: 46,XX. AnddepeHumnansHoe okpawmsaHne GTG-meTonom;
x1000 (Cnyuai1 8)
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doro 2.22. KapuoTtun nnoaa: 46,XX. AnddpepeHumansHoe okpauvaHne GTG-MeToA0M;
x1000 (Cnyuau 8)
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MNpunoxenwe k Mase |l. MaTtodranonornieckme MEXaHU3MbI U FEHETUYECKVIE CTEKTb! HaPYLLEHWS! PENPOAYKTUBHOM GYHKUMN Y MyXYMHbI

6

doto 2.23. KapuoTtun: 46,XYgh- npu gudpdepeHumansHomMm okpawmsaHnm GTG- (a) u
QFQ-meTopnamu (6); x1000. Ctpenkamu ykazaHa xpomocoma Y
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®ovo 3.1. Knetka ¢ xpoMocomHbIM HaGopom 46,XX,t(4;16)(q25;p13.1). AuddepeH-
upanbHoe okpauwmsaHue GTG-metogom; x1000. CTtpenkamMu ykasaubl
XPOMOCOMBI, Y4aCTBYIOLME B TPaHCIOKaLLMm
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Mpunoxenune K Mase lil. MaTodpuranonorMieckme MexaHnsmMbl v FreHeTUMECKME aCNeKTbl HAPYLLEHWS PENPOOYKTUBHOM PyHKUMM Y DKEHLLUHbI

4 15

doTo 3.2. Knetka ¢ xpoMoCoOMHbIM HaBopom 45 X. [lnddepeHupnansHoe okpatumsaHme
GTG-meTonom; x1000
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Cnyyan 9

B Knnnuky npobnem nnaHmpoBaHma cembu (Knes, YkpanHa) obpatmnacbh cynpyxec-
Kas napa B CBA3M C BTOPU4HBLIM Becnnoguem (2 roga). Cynpyry 44 ropa, pesynbtar
cnepmMorpamMmbl — BapuaHT HOPMbI, kKapuoTtun: 46,XY.

Cynpyre 29 net, u3 aHamHe3a n3BecTHO: pocT 1,59 M, meHapxe B 14 neT, MeHCTpyasib-
HbIV LMKN perynspHbiii. [lee BHeMaTo4Hble HEpEMEHHOCTU 3aBepLUNINCE TYOSKTOMUEN.
LUuToreHeTnyeCcknii aHann3 BbisiBUA OAHY KNETKY C MOHOCOMMUEN MO XpOMOCoMe X, Kapu-
otun: 45,X[1]1/46,XX[24]. MonexkynsipHO-UUTOreHeTUYECKNIA aHanu3 Ha UHTepdasHbIX
aapax NOATBEPANIT HANNYME KJIOHA KNETOK C MOHOCOMMER Mo XpoMocoMme X, a Takke Bbl-
1BUT JONONHUTENBHbIN KIIOH KNETOK ¢ Tpemst xpomocomamu X (poto 3.3). 3anuce ka-
puoTuna aHanmada ¢ nomowbto FISH cnepyiowasn: nuc ish Xcen(DXZ1x1)[34]/nuc ish
Xcen(DXZ1x3)[20]/nuc ish Xcen(DXZ1x2)[681].

Mpu Y3 06cnegoBaHnm Natonorn4eckme N3MeHeHns Co CTOPOHbI BHYTPEHHUX FreHUTa-
nnin He BbisiBNEHbI: dopMa MaTKu rpyliesmaHas, pasmep tena matkm 51x33x46 mm,
DJMHA Wenkn MmaTkn 32 mm, aHgoMeTpuii TonwwmHor 10 mm cooTBeTcTBYeT (pase oBa-
puansbHO-MeHCTpyanbHOro umkna. flpasbii AM4HUK pasmepomM 44x18 MM coaepxuT
xentoe Teno. JleBbln AM4HUK pasmepom 33x19 mm 6e3 ocobeHHocTen.

Mocne nposegeHns nedvebHon nporpammbl KO ¢ ICSI 6bina nonyyeHa apynnogHas
6epeMeHHOCTb. LlnToreHeTn4eckmnin aHanma BOPCUH XOpuoHa o6omx Nnoaos rnokasan
HOpMaNbHbIN KapunoTun (46,XY). bepeMeHHOCTb 3aKOHYMNAach POXAEHMEM [BYX 3[0-
POBbIX AOHOLLEHHbIX MaIb4YNKOB,
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Mpunoxenue k Mase Ill. Matodusnonornyeckme MeEXaHV3Mbl Y TEHETUNECKME aCMEeKTbi HaPYLUEHNS PEnPOLYKTUBHOM GYHKLMN Y XKEHLLMHDI

®doTvo 3.3. FISH uccneposaHme cynpyru. BugHbel Tpy, ABa U O4WH CUrHasbl HA XPOMO-
come X (CEP X mapkuposaH FITC); x1000 (Cny4aii 9)
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®doto 3.4. Knetka ¢ XpOMOCOMHbIM Hadbopom 46,X,del(X)(q13). AnddepeHumanbHoe
okpawmsanue GTG-metonom; x1000. Ctpenkon ykazaHa AeneTnpoBaHHas
Xpomocoma X
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Mpunoxenwve k Mase lll. MaToduanonornieckne MexaHM3Mbl U FeHEeTUYECKUE aCTEKTbl HAPYLUEHUS PENPOAYKTMBHON (GYHKLMN Y KEeHLLUHG!
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doTo 3.5. Knetka ¢ XxpoMOCOMHbIM Habopom 46,X,del(X)(g22). AuddepeHumanbHoe
okpawmsaHue GTG-metopom; x1000. Ctpenkoi ykazaHa nenetnpoBaHHas
Xpomocoma X
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doTo 3.6. Knetka ¢ xpomocomHbiM Habopom 46,X,del(X)(g23). AuddepeHumanbHoe

okpawmsaHne GTG-metogom; x1000. Ctpenkon ykasaHa aeneTnposaHHas
xpomocoma X
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Mpunoxexue K Mmase lll. Matodursronornyeckme MEXaHN3Mb! U FreHETUYECKME aCNEKTbI HaPYLLEHVS PENPOAYKTUBHOM (MYHKUMA Y JKEHLLMHBI

13 T 15 16 7 18

doto 3.7. Knetka ¢ XxpOMOCOMHbIM Habopom 46,X,del(X)(q25). AuddpepeHupansHoe
okpawwusaHue GTG-meTtonom; x1000. Crtpenkoi ykadaHa aeneTtmpoBaHHas
Xpomocoma X
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doTto 3.8. KneTtka ¢ XpOMOCOMHLIM Habopom 47, XXX. AuddepeHumanbHoe okpaLlmn-
BaHne GTG-metonom; x1000. Ctpenkoi ykazaHa AONONHUTENbHAS XPOMO-
coma X
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Mpunoxenwe k Mase lIl. MNatopuranonormyeckne MexaHnambl ¥ FEHETUYECKWUE aCNEeKTb! HapyLLUEHUs PENPOLYKTUBHON GYHKUMN y XKeHLWmHbI

Cnyyan 10

B KnuHuky npobnem nnanupoanusa cembu (Knes, YkpanHa) obpaTtmnach cynpyxec-
Kas napa B CBA3u C nepBu4YHbIM Becnnoguem (10 net). Cynpyry 50 nert, pesynbrtar
cnepmMorpamMmbl — BapuaHT HOpPMb!, KapuoTtun: 46,XY, B nepsom 6pake ABoe AeTen.
Cynpyre 34 roga, poct 1,75 m, Bec 54,9 kr. lutoreHetnyeckuii aHanns BbiiBUI MO3a-
yHbIN KapuoTun: 49 XXXXX[1]/47,XXX[1]/46,XX[48] (doTo 3.9), 4TO 3acTaBuno
NPOBECTN MOMEKYNAPHO-UMUTOreHeTn4eckoe ncenegopanHmne. FISH ananus Ha nHtep-
¢dasHbIX Aapax NOATBEPAN HAaNNYUE KIOHOB KJ1IETOK C TPU-, TETPA- M NEHTACOMMEN NO
XpomMocome X, a Takxke BbiiBUN KJIOH KJIETOK C MOHOCOMMUEN XPOMOCOMBb! X. 3anuce
aHanuda ¢ nomouwpbio FISH cneagywouwasa: nuc ish Xcen(DXZ1x1)[13]/nuc ish
Xcen(DXZ1x3)[9]/nuc ish Xcen(DXZ1x4)[4]/nuc ish Xcen(DXZ1x5)[3]/nuc ish
Xcen(DXZ1x2)[511].

N3 aHaMHe3a cynpyru n3BecTHO: MeHapxe B 14 neT, MEHCTPYyaNnbHbIM LUK perynsp-
HbIW; pnbpoma wen, XxpoHnyYeckuin xoneuncTurt. Mpu obcnenoBaHnU ObINN BbISIBIIEHb!:
SHAOMETPUOUIHbBIE KUCTbI 060UX SUYHUKOB, XPOHUYECKUIA ABYCTOPOHHUIA CaNbIUHTUT,
crnae4Hbl Npouecc opraHoB Manoro Tasa, 3HAOMETPNO3 OpraHoOB OPIOLLIHOK NOMOCTW.
B xope nanapockonuu nauMeHTKe NpousBefeHa UMUCTIKTOMUS, Koarynsilus o4aros
SHOOMETPMUOo3a.

Mocne npoeseneHuns nevyebHon nporpammbl IKO ¢ ICSI 6bina nonyyeHa ogHoNNoaHas
6epeMeHHOCTb. LMToreHeTuyeckmin aHanm3 BOPCUH XOPUOHA NoKa3as HOPMallbHbIA
kapuoTtun y nnona (46,XX). bepeMeHHOCTb 3aKOHYUNACh poxaeHuemMm Ha 34 Hepene
neso4vkn secom 2000 r, pocTom 47 cM. PebBeHOK pa3BnBaeTcsi HOPMasbHO.
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doTo 3.9. Knetka ¢ XxpoMocoMHbIM Habopom 49, XXXXX. duddepeHumansHoe okpa-
wwusaHne GTG-metoaom; x1000. Ctpenkamm ykasaHbl 4ONONHUTENbHBbIE XPO-
mMocomMbl X (Cnyuai 10)
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MNpunoxenrve k Mase lil. Natoduranonornyeckne MexaHN3Mbl U reHETUHECKWE aCNEKTLE HAPYLLIEHUS PENPOAYKTUBHON BYHKUMN Y JKEHLLIWHBI

Cnyvawn 11

B KnuHuky npobnem nnaHnpoBaHus cembmn (Kues, YkpanHa) obpatmnacb cynpyxec-
Kas napa B CBA3W C NnepBu4YHbIM Becnnoamem (2 roga). Cynpyry 24 roga, pesynbrar
cnepMorpammbl — BApMaHT HOPMbI, KapuoTtun: 46,XY.

Cynpyre 24 roga, pocTt 1,75 M, Bec 66 Kr, TeNIOCNOXEHNE HOPMaNbHOE, MOJIOYHbIE Xe-
nesbl pa3BnThl, B aHAMHe3e NepBnYHan ameHopes, runonnasusa matkmn, B meanko-re-
HETUYECKOM LeHTpe Obln NOCTaB/IEH AMArHo3 ANCreHe3nn roHaa.

MNMpoBepeHHbIN B KnuHnke npobnem nnaHnposaHus ceémbm (Knes, YkpanHa) umtoreHe-
TUYECKMI aHanNn3 Cynpyrun nokasan Myxckom kapuotun (46,XY).

BbinonHeHa nanapockonuyeckas OBYCTOPOHHAA aoHEKC3KTOMUA A8 NPOodUNakTukm
ManurHmsauum pyguMeHTapHblx smdek. MNMepepn Havanom nporpammel KO ¢ ICSI n go-
HauMn OoUMTOB NaumeHTke Obina NpoBeAeHa 3aMecTUTeNnbHas ropMoHanbHaa Tepa-
NUAa C BOCCTAHOBNEHNEM MEHCTPYaNbHOM QYHKUUN B TEYEHUN 6 MECALEB.

LoHop oounToB — poaHas cecTpa NaumeHTkn — 26 neT, 340poBa, kapuotun: 46,XX,
MaTb OBYXNETHEN OAEBOYKMW.

Mocne nposeneHnsa nevedbHon nporpammbl KO ¢ ICSI n goHauun oountos Obina no-
NyyeHa aynnogHas 6epemMeHHOCTb. LiToreHetnyeckuini aHann3 BOPCUH XOPUOHA
nposeaeH ang oboux NNogos. Y O4HOro nNioaa KapnoTun HopmanbeHbi (46,XY), y BTO-
poro — 47,XY,+14[2]/46,XY[15] (doT10o 3.10). [lo cornacuio cembmn pa3Bntme BTOPOro
nnoga oCTaHOBNEHO. bepeMeHHOCTb NNOAOM C HOPMAabHLIM KaPMOTUMOM npoTekana
C OCNOXHEHUEM — UCTMUKO-LEPBUKANTBbHON HEAOCTATOYHOCTbIO (HANOXEH UMPKYNSap-
HbIA WOB Ha Wenky maTtkn). Manbumk poanncs Ha 36-i Hegene, BEC NPU POXAEHUN —
1820 r, pocT — 44 cm. PebBeHOK pa3BUBAETCH HOPMabHO.
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doro 3.10. Kapnotnn oagHOro 13 NAoAOB, KNeTka ¢ XpOMOCOMHbIM Habopom 47 XY, +14.
AndobepeHupansHoe okpawmBaHne GTG-metonom; x1000. Ctpenkoin yka-
3aHa pononHuTtensHaa xpomocoma 14 (Cnyqain 11)
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MNpunoxexne k Mage lll. Natoguanonornieckme MexaHn3mMbl M FeHETUHECKME aCheKTbl HapPYLLEHUS PENPOAYKTUBHOM PYHKUMM Y XKeHLWMHbI

KAK 15 Oct 07 Tis MIO.7
CO9-5ICT Gyn/Fert/Pel 11:30:37 Fr#234 58 cm

UTERUS

doTo 3.11. lNonepeyHasn axorpamma ABYPOron MaTkm. B nonocTr kaxaom 4actn MaTku
(1 v 2) BungeH sHaoomeTpuin. CTpenkon ykasaHa pasgensaoouas nx nepero-
poaka
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Cnyyan 12

B Knuuuky npobnem nnaHupoBaHma cembun (Knes, YkpanHa) obpatmnacb Cynpyxec-
Kas napa B CBA3W C nepBuyHbIM Becnnoamem (3 roga). Cynpyry 30 nert, pesynbTtar
cnepmMorpamMmbl — BapuaHT HOPMbI, kKapuoTun: 46,XY.

Cynpyre 23 roga, kapnotun: 46,XX. U3 aHaMmHe3a: meHapxe B 14 neT, MeHcTpyaunm
HeperynsapHole yepe3d 35-60 gHelt NpoaoMKUTENLHOCTBLIO 3-5 gHen, 60Ne3HEHHbIE;
OTMe4YeH caxapHbiii gnaber.

B pesynbrate knnHn4yeckoro ob6cnenoBaHns oOHapyXeHo: 0gHOporas marka, aHoma-
nus pasBUTMA NEBOW MATOYHOW TPyObl, AepMOugHas KMCTa NpaBoro An4HuKa, npa-
BOCTOPOHHWI MNMAPOCanblNHKC, CNaeYHblil NPoLLecc OpraHoB Manoro tasa, aHomanusa
pa3BuTua nesoit Nnodkn (poto 3.12). Knucra npaBoro ASM4HMKa 1 UsMeHeHHasa npasas
MaTo4yHasa Tpyba yganeHs! nanapoCcKonnyecku.

MNMocne nposeaeHus ne4ebHoi nporpammbl KO ¢ ICSI 6bina nonyyeHa MHOronsoaHas
6epeMeHHOCTb (ABa NAOAHbLIX AlLa B NOAOCTU MaTKN U OAHO NNOAHOE ANL0 B NPaBoM
MaTO4YHOM yry). Jlanapockonuyeckun yaaneHo nnogHoe aiiLo B MaToYHOM yrny, 6epe-
MEHHOCTb B NOJIOCTN MaTKU coxpaHeHa. Ha 9-in Hegene 6epeMeHHOCTU Npon3BeaeHa
ononcuma BOPCUH XOpUOHa. LinToreHeTnyecknin aHanma BOPCMH XOpMoHa nokasan Hop-
ManbHbIi KapruoTun y o6oux nnoaos (46,XX n 46,XY). Npu cenekTnsHo peaykumnm 6bl-
110 Y4TEHO noXenaHne Cynpyros — COXpaHeH NioA4 XeHCKOro nona. B cpoke 15 Hepenb
6epeMeHHOCTN Y NALMEHTKM pa3Bmnachb KNIMHNYeCKas KapTnHa MCTMUKO-LUEpPBUKaSb-
HOI HeAOCTATOYHOCTU, HYTO, CBA3AHO C OCOBEHHOCTAMU CTPOEHUs MaTku. lNocne 2-x
HeneNbHO MeAuKaMEeHTO3HOM Tepanuu NPUHATO PELLEHME O HANOXEHUN LNPKYNap-
HOro WBa Ha werky maTtkn (17-9 Hegensa 6epemeHHOCTU). B pganbHeiwem A0 poaos
npoBoaunacb TokonutTnyeckasa tepanua. Pogbl Ha 30-31 Hegene 3aBepLUNANCH POX-
JeHneM aeso4vkm Becom 2270 r, poctom 46 cMm. PebeHok pa3BmBaeTCs HOPMasbHO.
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Mpunoxexue k Mase ll. Matopuamnonornieckme MexaH13Mbl U FEHETUNECKUE aCNeKTbl HapPYLLEHNS PenPOaYKTUBHOM BYHKLMN Y KEHLLIMHGI

doTo 3.12. [NonepeyHasi axorpamma 0gHOPOron Matkm. CTpenkoi ykasaHa ogHoporas
mMaTtka (nonepeyHoe n3obpaxeHue) (Cnydan 12)
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NMPUJIOXXKEHMUE
KTNABE IV




doto 4.1. Y3 n3obpaxeHne ssimyHuka ¢ NpMMEHEHUEM LIBETCOBOIO AONNAEPOBCKOro
KapTupoBaHua Ha cTaamm cospepaxus donmukyna (a) «1 xentoro tena (06)

617



doT1o 4.1. Y3 nsobpaxeHme snyHNKa ¢ NPUMEHEeHeM LBEeTOBOr0 AONNIEepPOBCKOro
KapTMpOBaHMS Ha cTaguu co3pesaHusa ponnukyna (a) v xxentoro tena (6)

617




Mpunoxexne k Mase IV. CoBpemeHHbIe NoAXoAb! K Ne4eHNIo HapyLleHWii penpoayKTUBHON GYHKLUMN Y HYenosexa

doT0 4.2. OouuT-KyMyniocHbI komnnekc; x100
618



dPoT1o 4.3. OueHka oouuTa: 3pensbii oouuTt Ha cTagum metadassl |l, 4eTko BuaHo no-
napHoe Tenbue; x200 (a); spenbint oounT Ha ctaguu metadasel I, aHo-
MasbHO 60blioe nonspHoe Tenbue; x200 (6); Hespenbiit ooumnT; X200 (B)



MNpunoxenue k Maee V. CoBpemeHHbie NOAX0Abl K NEYEHMIO HAPYLUEHW PENPOAYKTVBHONM (BYHKUMK Y YenoBeka

doT10 4.3. (NpoJonNXKeHmne)

620



doT10 4.3. (npogonxeHue)
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Mpunoxexwne k Maee IV. CoBpeMeHHbIe€ NOAX0Abl K IEYEHUIO HAPYLLEHUA PENPOSYKTUBHON GYHKLMK Y YenoBeka

®doT1o 4.4. BapnaHtbl aHOMaNbHON MopdOonornm cnepmaTto3onios B CKaHNPYIOLLEM
MWUKPOCKONE: BbITAHYTaA rofioBka (a); BaKkyonmanpoBaHHasa rosioska (06);
Hanu4YMe umTonaasMaTuyeckon kannu (B); rerepoakcmanibHoCTb (r);
CBEPHYTbIN XBOCT (A); COrHyThbI XBOCT (e)

622



doTo 4.5. Matepunan, noay4eHHbln ¢ noMmowbtio TESA: ceMaBbIHOCALWMNIA KaHanew
andka (1); cnepmatounTtsel 1-ro nopsaaka (2); cnepmatosongbl (3).
Okpacka remaTokCcunmnH-so3nHoMm; x50, x100, x200
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Mpunoxenne k Mase IV. CoBpemeHHble NOAXOAbI K NIEYEHUIO HAPYLLIEHWI PENPOAYKTUBHOM (BYHKLMN Y Yenoseka

doto 4.6. lMocnenoearenbHOCTb NpoBeaeHusa npoueaypsl ICSH: npasunbHOe pacnono-

624

XEeHue ooumTa ANng NpPoBeaeHNa NHBbEKUMN 1 YOEPXKAHWE ero creunanbHom
MUNKPOMUMNETKOW, KOTOPOE NoapasyMeBaeT pa3mMeLLieHne oouuTa Takum 06-
pa3oM, 4TOObI NONAPHOE TeNbLE HaxXooMUNOCh B NonoxeHnn 6 nnn 12 4 (a);
BbIGOP U MMMOBUNM3aUms cnepmMaTo3onaa NHLEKUMOHHOW OCTPOMA, MONOWA
MWNKPOUITION, NPOKON (Pa3pbiB) 30HLI NENMIOUMAA N BBEASHNE MUKPOWUITIbI B
uuTonnasmy oouuta (6, B); OCTOPOXHOE NPOABMKEHNE MUKPOUIMbI 1 BBEOE-
HVe MMOBMNN3OBAHHOIO CnepMaTo3ounaa, HaxoaaLeroca B 1-2 Mk cpeabl,
B UuTOonnasmy oouuta (r, A); akKkypatHOE BbiBEAEHWNE MUKPOUMbI N3 oouuTa
(e-3)




®oT10 4.6. (NpoagonxeHme)
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Mpunoxexune k Mase V. CoBpemMeHHbIe NOAX0Ab! K NEYEHUIO HAPYLLEHWUIA PenPOAYKTUBHON YHKLMK Y YenioBeka

doT10o 4.7. OTanbl pa3BMTUa NpeamBbpuoHa: ONIoa0TBOPEHHaa anuekneTka, conm-

626

XeHne NpPoHYKNeycoB (NpumepHo 4epeld 16-18 4 nocne npoBegeHus

ICSI1); x100 (a); AByxkneTo4HbIn amMBpnoH; x100 (6); 4eTbipexkNeTOUHbIN
aMBpuoH; x100 (B); BOCbEMUKNETO4HbI aMOpunoH; x100 (r)




dov0o 4.7. (NpopoxeHue)




Mpunoxexne k Mmase IV. CoBpemeHHbIe NOAX0Ab! K NEHEHNIO HapyLWEHNIA PenpoayKTUBHOM GYHKLMK Y Yenoseka

doTo 4.8. PasnuyHble BapuaHTbl aHOManNbHOW hepTUIn3auun: Hanuine OJHOro

628

NnpoHykneyca, NoAApHbie Tenobua paspywedsbl (18 4 nocne nposeneHns
npoueaypsl ICSI); x100 (a); Hannume 4deTbipex NPOHYKNeycoB (TeTpa-
nnoup) 4epes 18 4 nocne nposepeHusa npoueaypsl ICSI; x100 (6); Baky-
onmM3aumsa LTona3mMsl ONNOAOTBOPEHHOIO oounTa (4epe3 24 4 nocne

nposedeHua npoueaypo ICSI); x200 (B)



®dovo 4.8. (npononxeHue)
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MpunoxeHue k Maee IV. CoBpemeHHble NOAX0ap! K IEYEHUIO HAPYLLEHUA PENPOAYKTUBHON QYHKLIMK y Yenoseka

do1o 4.9. BapuaHTbl HENPONOPUMOHANBLHOro ApodneHna u pparmeHTaumMm amopmo-
HOB: HenponopuuoHanbHoe apobnenue; x100 (a); pparmeHtauyma; x100
(6); HenponopumoHanbHoe gpobneHne, octaHoBka apobneHnsa; x100 (B);
HenponopuuoHanbHoe apobnenue, dparmentaums; x100 (r)
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doT10 4.9. (NponokKeHue)
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Mpunoxerune k Masee IV. CoBpeMeHHbIe NOAX0AbI K IEYEHWNIO HAPYLUEHWA PENPOAYKTUBHOM DYHKLNN Y HENOBEKa

6

®oT10 4.10. OTKIIOHEeHUA B pa3BUTUU, BbISIBNIIEMbIE NPU OLEHKE 3MOPUOHOB Ha 2-1 U
3-i OHW KyNbTUBUPOBAHUS: ABYXKNIETOYHbIN 3MOPUOH C HENPONopLWNO-
HanbHbIM ApobneHnem n 3ameTHON dparMeHTaunen, ganbHenwee pas-
BUTUE ManosepodaTHo; X100 (a); YeTbipexkneTo4Hblt 3MOPUOH ¢ dpar-
mMeHTauwneit; x100 (6); HenponopunoHanbHoe aApobneHne n pparmeHTa-
ums; x200 (B); HenponopuuoHanbHoe apobneHue, Hanuune dpparmeHTa-
unu; x200 (r); BOCbMUKIIETOYHLIA 3MOPUOH C HE3HAYUTENBHOM dparMeH-
Taumei; x100 (A); TotanbHas pparmeHTaums; x100 (e)
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633

®oto 4.10. (npogosnxeHue)



MpunoxeHwe k Mase V. CoBpeMeHHbIE NOAX0AbI K NEHEHNIO HAapyLIEHN PENPOLYKTUBHON hOYHKUMNY Y Yenoseka

®oT10 4.10. (NpopomxeHue)

634



®doTo 4.11. Pabouee mecto ambpuronora ¢ o6opyaosaHmem N Na3epHoro xaTinHra

635



Mpunoxenne K Mase IV. CoBpeMeHHbIE NOAX0AbI K NeYEHMIO HaPYLUIEHUI PENPOAYKTUBHON hYHKLMK Y Yenoseka

®oT0 4.12. 3TansLl €CTECTBEHHOIO X3TYMHIA: HAYasNo x3at4uHra; x200 (a); saBepeHne
X3T4umHra; x100 (6)

636



doT04.12. (npooonxenne)
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MNpunoxenne k Mase IV. CoBpeMeHHbIE NOAX0AbI K IEYEHUIO HApYLUEHWI PenpoayKTUBHONM MYHKLUUK y Yenoseka

638
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MNpunoxeHue k Masge V. CoBpemMeHHble MOAX0AbI K NEHEHNIO HAPYLWEHWR PenpoayKTUBHON GYHKUMM Y Yenoseka

®doT10 4.13. [NocnepoBaTenbHOCTb NPOBeAeHUs Buoncun 6nactomepa ana MNri: sapuk-
CUPOBAHHbI C NOMOLLBIO NUNETKU-AepXaTens aMOpuoH (a); 3MOPUOH C
oTBepcTnem B 30He nennouuga (6, B); NoCTeneHHOe U3BNeYeHne nuneT-
Ko 6nactomepa (r-e); amopuoH 6e3 ogHoro 6nactomepa (X); n3sneyeH-
HbI Gnactomep (3); x200
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Cnyuain 13

B Knuuuky npobnem nnanHnposanma cemoh (Kues, YkpanHa) obpatunacbk cynpyxec-
Kas napa B CBs3uM C rnepsuyHoiM 6ecnnogmem (20 neT) n Tpemsa Heyaa4yHbIMU Nporpam-
mamu IKO B knnHukax CHI. Cynpyre 39 net, kapuoTtun: 46,XX.

Cynpyry 42 roga, CNepMMONOrMYeCKNin aHanna rnokasana onurotTepaTto300CrnepmMmio.
MNpu untoreHeTyeckom ob6cnegosaHnm 6bina obHapyxeHa cbanaHCcMpoBaHHas CTPyK-
TypHas nepecTpoika, kapuotun: 46,XY,t(2;5)(q21;p15.1) (dpoTo 4.14). Monekynap-
HO-LUNTOreHETUYECKMIA aHaNnn3 ¢ NOMOLLbIO TenomMepHbIx IHK 30H00B noaATBEPAUA Ha-
nn4ue TpaHcNokKauum n yTO4HU TOYKM Pa3pbiBOB XPOMOCOM.

Cembe Obina npeanoxeHa npenmnaaHTaumoHHas reHeTuyeckas gnarHocTnka ans Bbi-
siBNeHnst SMOPNOHOB CO cHanaHCUPOBaHHbIM U HECBaNaHCUPOBAHHbLIM KapuUOTUMOM.
B xone nposepneHusa nedebHon nporpammbl KO ¢ ICSI nonyyeHo naTb 3MOPUOHOB
pPas3nnYHOro KayecTsa: Asa C PaBHOMEPHBLIM OENEHNEM KNETOK KU TPU C 3NEMEHTaMMN
dparmenTauun. Nocne 3abopa GnacTomMepos, Nx Gukcaunm n rnbpngudaumu in situ
NPOBOAVAN aHanuM3 CcUrHanoB B Gnactomepax. Bo Bcex u3Bne4vyeHHbix Gnactomepax
BU3yanuamposann rmbpmansaunoHHbie CUrHanbl, O4HAKO UX KOMMYECTBO pasnuya-
nocb. OamH amMOpunoH copepxXxan cOanaHCMPOBaHHbLIN KapuoTun — B Grnactomepax
Habnogany no asa curHana XxpoMocoMbl 2 n XxpoMocomsl 5 (poTo 4.15). Y yetbipex
9MOPUOHOB BbiSIBNEH HECOanaHCUMPOBaHHbLIA KapuoTun — B H1acToMepax Busyanmau-
poBanu ABa curHana XxpoMOCOMbl 2 1 Tpu CurHana xpomMocomsl 5 (poto 4.16). B no-
NOCTb MaTku Obin nepeHeceH oauH aMBpuoH Co cHanaHCMpPOBaHHLIM KapMOTUTIOM.
BepemMeHHOCTb He HacTynuna.

641




Mpunoxenue k Mase IV. CoBpeMeHHLIe NOAXOAbI K JIEYEHNIO HapYLUEHWA PenpoayKTUBHOM DYHKUMN Y YenoBeKa

doTo 4.14. KapuoTtmn cynpyra, Knetka ¢ XpOMOCOMHbIM HA6opOMm
46,XY,1(2;5)(g21;p15.3); x1000. Ctpenkamu ykasaHbl XpOMOCOMbI, y4aCTBY-
iowme B TpaHcnokaumu (Cnyyan 13)
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doTto 4.15. NHTtepdasHasa FISH Ha 6nacTtomepe; x1000. Ctpenkamm ykasaHbl XpoOMO-
COMbI 2 1 5. BnaHe! aBe XpOMOCOMbI 2 1 gge XpoMocombl 5 (Cnyuaid 13)
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Mpunoxenuve k Mase IV. CoBpeMeHHbIE NOAX0AB! K IEYEHUNIO HAPYLLIEHWI PENPOAYKTUBHON DYHKUMN Y YenoBeka

doto 4.16. NHTtepdasHan FISH Ha 6nactomepe; x1000. Ctpenkamu ykasaHbl XPOMO-
CcoMbl 2 1 5. BuHbl ABE XPOMOCOMbI 2 1 TPU XPOMOCOMbI 5 (Cnyuaii 13)

644




Cnyyan 14

B KnuHuky npobnem nnaHmposBanus cembun (Knes, YkpaunHa) obpatmnach cynpyxec-
Kasi napa B CBA3WU C nnaHuposaHuem nona byayuiero pedbeHka. B aHamHese nepsbIi
pebeHok ¢ mnogmncTpodmen AoweHHa. Ha MomMeHT obpatuexns cynpyros AHK ananna
Ha BnacTomMepax He BbIMOJIHANCS.

Mocne nposepenna neyebHom nporpammbl IKO c ICSI Ha 3-u cyT nocie onnoaoTBO-
peHusa 6b110 Noay4eHo 17 aMOBPUOHOB; N3 HUX C HOpManbHO Mopdonornen — 12, ¢
dparmenTaumen — 5. Ana nposegeHuns NI ncnonbsosann JHK 30HAbI HA LLEHTPO-
MepHble yqacTkm xpomocom Xun'Y (CEP X n CEPY). YctaHoBneHune nona am6puoHa 6bl-
710 BO3MOXHO B YEThIpPHAAUATWN CNy4yasx: HalnymMe OgHOro CUrHasa Ha XpoMocomy X u
OHOr0 CUrHana Ha XxpOMocoMy Y — B BOCbMU Cy4asx; HaJIMune AByX CUIHasiOB Ha XPO-
MOCOMY X — B MATU Cy4asix; HaNM4Yne 04HOro curHana Ha XpoMocomy X m OTCyTCTBUE
BTOPOro curHasna — B ogHoMm cnydae (poto 4.17). OrcyrcTBue curHanos #abnioga-
nock B Tpex 6nactomepax, Nosy4eHHbIX N3 aMOPUOHOB C pparmeHTaumein. baactomep
C HaNM4YMeM OAHOTO CUrHana Ha XpoMocomy X n OTCYTCTBMEM BTOPOro Takke 6bisi no-
ny4yeH y amOpunoHa ¢ (pparmMeHTaumnen.

B nonoctb MmaTtkn GblAn NepeHeceHbl NaTb 3IMOPUOHOB XeHCcKOoro nona. Mpu nposene-
HUM Y3U Ha 22-11 geHb nocrne nepeHoca asMOpMOHOB BU3yann3mpoBsanmchb Tpu Moa-
HbiX anua (poto 4.18). LinToreHeTnyecknini aHannu3 BOPCUH XOPUOHA nokasas HOp-
MaJibHbI XPOMOCOMHBIN HaBop y BCex Tpex nnoaoe (kapmotun 46,XX). o npocwbe
nauueHToB Oblia NPon3BegeHa cenekTuBHasa peaykuma aByx amopuoHos. CornachHo
necaTnneTHemMy onbity pabdotel KnnHukn npobnem niaHmnpoBaHus cemMbn (Kues,
YKpaunHa) BepOSATHOCTb OCJIOXXHEHWUI MOCe CeNEeKTUBHON peaykunm coctasnset 0,1 %.
Mocnepyouiee Y3U nokasano HopmManbHOe pa3sutue nnoga (porto 4.19). bepemeH-
HOCTb 3aKOHYMNACh POXAEHMEM 300P0OBON AOHOLWEHHOW AeBOYKN. PebeHokK pa3susa-
€TCA HOPMaJbHO.
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Mpunoxenune k Mase IV. CoBpemMeHHbIe NOAX0Abl K NEYEHWIO HapYLLIEHU PenpOayKTUBHON BpYHKUMN Y YenoBeka

doto 4.17. NHTepdasHaa asyxuseTtoBasa FISH Ha 6nactomepax (CEP X mapknpoBaH
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FITC - 3eneHnnbiin, CEP Y MapkmpoBaH pogaMMHOM — KpacHhlii). Ctpenkamm
yKa3aHO Hanuyme OgHOro CUrHana Ha XpoMocome X n 0gHOro curHana Ha
xpomocome Y (a); Hanmume AByX CUrHanoB Ha xpomocome X (6); Hann4me
oAHoro curHana Ha xpomocome X (B); x1000 (Cnyuwan 14)




®Poto 4.17. (npoponxeHue)
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Mpunoxenune k Mase IV. CospeMerHLie MOAXOAB! K NEYEHWNIO HapyLUEHWI PenpoLYKTUBHOM DYHKLMY y yenoseka

®PoT10 4.17. (NpomonxeHue)
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doto 4.18. Buayanmsaums Tpex MAOAHbIX AUL, B MOSOCTU MaTKu C nomoLpio Y3-
ckaHuposaHua Ha 20- aeHb nocne nepeHoca aMopuoHoB (Cny4aia 14)
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MpunoxeHure k Mase IV. CoBpeMeHHbIe NOAXOAb! K NEYEHUVIO HAPYLWEHNIA PENPOLAYKTUBHON OYHKUMN Yy YenoBeka

HumReprProblClin C5-2 ¢ 09:48:12  Fr #2289 12.4cm

Map 1l
ISCAN/IC3
Persist Off.

6

doT10o 4.19. YnbTpa3BykOBOE MCCNeaoBaHMe nnoga Ha 12-in Hepgene rectauun: TONLWK-
Ha BOPOTHUKOBOro npoctpaHctea 0,12 cm (a); peructpauuns 4acToTbl cep-
OE4HbIX COKpalWEeHUn C NOMOLLbID MNynbCOBOV gonnnepomeTpun (06)
(Cnyyan 14)
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