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MpepacTaBneH ciyyai cCoyeTaHHON XPOMOCOMHON NaTONOMMK — YaCTUYHOW TPUCOMUY MO Cy6TENOMEPHOMY YUYaCTKy ANVIHHOTO Myeva
XPOMOCOMbI 5 11 MO NPOTAXKEHHOMY YUYaCTKY XPOMOCOMbI 9 Y HOBOPOXKAEHHOTO PEO6EHKA C MHOXKECTBEHHbBIMW BPOXAEHHBIMUN MOPO-
Kamu pa3suTua 1 Kapuotunom 47,XY,t(5;9)(q35;q31),+der(9)t(5;9)(q35;93 1)pat. MpununHoi xpomocomHoro avcbanaHca ABUNOCH
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t(5;9)(q35;931). 3popoBble HocUTeNy MAEHTUYHOM TpaHcnokauun £(5;9)(q35;931) 6b11n BbIABNEHbI B TPEX MOKONEHUAX STOW CEMbM.
B cTaTbe onvcaHbl KNMHUYECKME MPOABNIEHUA Y NaLMEHTa, 06CY>KAATCA BO3MOXKHbIE MYTV GOPMUPOBAHNA Takoll XPOMOCOMHOIA
nepecTporiKK, a TakKe NPOBOANTCA CPaBHUTENbHAA XapaKTepUCTMKa GeHOTUMNYECKMX NMPU3HAKOB Ha OCHOBE JaHHbIX ITepaTypbl.
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We report on a case of combined chromosomal pathology - partial trisomy on the terminal part of the long arm of chromosome 5 and
partial trisomy on chromosome 9 in a newborn with multiple congenital malformations and karyotype 47,XY,t(5;9)(q35;931),+der(9)
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poMocoMHBbIl nucbananc (X]1) — onHa U3 NpUIvH
POXIEHUS NEeTel ¢ MHOXECTBEHHBIMU BPOXIEH-
bpIMU TTopoKamu pa3putus (MBIIP), BcTpeuaet-
cs c yactoroii 7,4:10000 HoBopoxneHHbIX [1]. [Tpuunna-
MW BO3HUKHOBEHUST X/] MOTYT OBITH KaK CTy4aitHbIe Xpo-
MOCOMHBIE MYTAallUM, BOZHUKAIOUINE B TaMETOTeHe3e
3MI0POBBIX POIUTENEH, TAK U HECTyYallHbIE, BOSHUKAIOIIIKE
Y 3I0POBBIX HOCUTENIEH cOATaHCUPOBAHHBIX XPOMOCOM -
Hbix nepectpoek (CXIT). Haubonee yacteie CXII y ueno-
BeKa — ayTOCOMHbIE peLIMITPOKHbIE TpaHcaokauuu (APT),
MOMYJISLIMOHHAS YACTOTa HOCUTENIe KOTOPBIX (TpaHCIO-
KallMOHHBIX FeTepO3UroT) olleHuBaeTcs kak 1:500-1000
[2, 3]. Yauie Bcero APT deHOoTHNMYECKU HEUTpAJIbHBI,
TPU 3TOM, B ITapax, B KOTOPBIX OJMH U3 TTAPTHEPOB SIBJISI-
€TCs1 HoCUTEeJIEM COATaHCUPOBAHHOM TPAHCIOKALIMU, PUCK
KaK pernpoayKTUBHBIX TIOTEPh, TaK U POKICHUST peOEHKa
¢ X]I, moBbIllIeH. DTOT PUCK BapbUPYET U 3aBUCUT, B TOM
Yyucie, OT HauboJiee BEPOSTHOIO TUIA MATOJOTrMYECKOM
MEHOTUYECKOM cerperaiuu, pu KOTOPOM BO3ZMOXKHO (op-
MMPOBaHUE XKU3HeCTOCOOHBIX 3UTOT ¢ X]I. [TaTTepHbI Meii-
OTUYECKOI cerperaiuu XpoMocoM (popMuUpyroTcs B Meii-
o3e I u ctporo nerepmMuHrpoBaHbl. Kak mpaBuio, XxpomMo-
COMHbBIE KOMOMHAIMU, chopMUpoBaBlrecs B Meitose I,
COXpaHSIIOTC MpU MpoxoxaeHuu Mmeiosa I, mosatomy,
WMEHHO cerperaius B Meiio3e | 3akiaabiBaeTcsi B OCHOBY
pacuéra SMIIUPUIECKOro pucka poxaeHus nereit ¢ X1 B
CeMbSIX, TIe OAUH U3 POAUTENIE SIBJISIETCS HOCUTEIEM
CXII. HecMoTpst Ha TO, 4TO OLIMOKK BTOPOTro MeroThue-
CKOTO JIeJIeHUs, TaKue KaK aCUMMETPpUYHas cerperaius
(BTOpUYHOE HEPACXOXIEHUE) BCTPEUYAIOTCSI OU€Hb PEAKO,
OHU TaKXe MOTYT OBbITh TPUYMHOUN (popmupoBaHus X]I B
W3HAYaJIbHO cOaTaHCUPOBaHHON ramere [2].

B Hacros1emM coob1ieHrr Mbl IPEACTaBIsIeM OIKca-
HUE KJIMHUYECKOTO CJIyyasi COYeTaHHOU YaCTUYHOU TpU-
COMUM XPOMOCOMBI 5 U XPOMOCOMBI 9 Yy HOBOPOXKIEHHOTO
pe6énka (rmpodanaa) ¢ MBITP u kapuorunom 47,XY,t(5;9)
(935;q31),+der(9)t(5;9)(q35;q31)pat.

KnuHunyeckoe |-|a6mone|-||/|e

IMauuvent C. — HOBOPOXIEHHBIN MAJIBYMK OT 2 Oepe-
MEHHOCTHU, MpoTeKaBlieit 6e3 ocodeHHocTelt (1 6epemeH-
HOCTb — POJIbI, I€BOYKA, 3 rojaa, 31oposa). B 3-M Tpume-
CTpe MpU MJIAaHOBOM YJIbTPa3ByKOBOM MCCIeIOBaHUU ObLIa
BBISIBJICHA 3aJiep>XKa BHYTPUYTPOOHOTO Pa3BUTHS IIJIONA.
Ponutenu 3m10poBbl, MaTepu 28 jiet, oty 29 jieT, Opak He-
POICTBEHHBII, CEMEMHBI aHAMHE3 HE OTSITOLLIEH.

Ponpl 2, caMocTosiTeNnbHbIE, B cpoke 38 Heneb. Jiu-
Ha Tesa npu poxaeHuu 47 cm (MeHee 10-1 mepueHTWIN),
Macca tesa 2270 r (MeHee 3-ii epUeHTUIN ), OKPY>KHOCTb
rosioBsl (OT') 30 cMm (MeHee 3-1i TePLEeHTWIN), OKPYKHOCTb
rpynu (OT'p) — 28 cMm. OrieHka 1o mkasixe Anrap — 7/7 6ai-
JioB. IIpu ocMoTpe B Bo3pacTe 7 CyTOK: KOXHbIE MOKPO-
BBl CYOMKTEPUYHbBIE C KPOBOUBIUSHUSIMU B KOXY JIUIIA,
OpaxuuedanbHas opma yepena, MUKpoLedanus, HU3-
KO TIOCaKeHHbIe Te(pOpMUPOBAHHBIE YIITHBIE PAKOBUHBI,
TUTIOTUTIa3WsI HAOPOBHBIX JAYT, AOTIOJTHUTETbHAS MaKYyII -
Ka Ha Ji0y, HOC KJIIOBOBUIHBII, C BHICTYTIAIOIIEN CITMHKOMN
U IIAPOKUMU KPBUTBSIMU, CTITaKEHHBIN (DUIBTP, TOTHYE-
ckoe He0O, y3Kre ryobl, MUKPOPETPOTHATHUS, CTUOATEb-
Hble KOHTPAKTYPBI TAJIbIIEB KUCTEH, TIOTIEPeYHbIE JTaIOH -
HbIe CKJIQJIKW, CAaHIaJIEBUIHBIC IIEJIA, BBITYKJIbIE THUITO-
TJIACTUYHBIE HOT'TH, IBOMCTBEHHOE CTPOEHMUE HAPYXKHBIX
TTOJIOBBIX OPTAHOB: BXOJI BO BJIaTajIMIIle OTCYTCTBYET, KIIU-
TOP HOPMAJILHBIX PAa3MEPOB, SIMUKHU MAJILITUPYIOTCS B TY-
00-MOIIIOHOYHBIX CKJIaaKAX.

[Tpn KOMIUIEKCHOM YJIbTPa3BYKOBOM OOCJIEIOBAHUN
BBISIBJIEHBI BpOXKIeHHbIe Mopoku pa3Butus (BITP) ronos-
HOro Mo3ra (rumnoruiasust Mo3ojucrtoro tena), BITP cepa-
11a (1paBasi Iyra a0pThl U 10OABOYHAS MIEPCUCTUPYIOIIAsT
BepxHsid 1oJias BeHa), BITP opraHoB majoro taza (Hapy-
meHue tudGepeHIIMPOBKY 1MoJIa: MaTKa ¢ TUAPOKOJIBITO-
COM, aTpe3usl BJIaraJInINa).

B cBsi3u ¢ HanmuuueM MBITP u peHoTunuueckux oco-
6enHocTel (puc. 1) mpobaHIy OBLTO peKOMEHIOBAHO ITPO-
BeZICHUE IIUTOTEHETUIECKOTO UCCIIEIOBAHNSI.

B Bo3pacte 28 nHeil peGEHOK ObLI MepeBeaeH B MaJl-
JINaTUBHOE OTIEJIEHUE, TJIe HAXOAMJICS 10 MOMEHTA CMep-
TH, HACTYNIUBIIEH B pe3y/IbTaTe IByCTOPOHHE MHTEPCTH-
LIMAJILHOM ITHEBMOHMU, OTEKa JIETKUX U TOJIOBHOTO MO3Ta,
B BO3pacTe 5 MecsIIeB.

ITo nanubIM ayTornicuu ooHapyxeHbl BITP ronoBHoro
Mo3ra (areHe3usi MO30JIMCTOTO TeJia), HapylleHue nud-
(epeHIMpoOBKY Moja (MaTKa 0e3 MPUAaTKOB, TUITOILIa-
3MpOBaHHbIE SIMUKK B MollloHKe, BITP cepaua (TpaHcmo-
3ULINASI MAaTUCTPAIBHBIX COCYIIOB, Ne(PEKT MEXIIpeacep-
HOI1 TTeperopoaKku).

MeToabl nccnepoBaHuAa n pe3ynbraTtbl

CraHgapTHOE LIMTOTEHETUYECKOE HCClieloBaHue
(CLHIM) BBIMOJHEHO B COOTBETCTBUU C OOLLEITPUHSITHIM
MnpoToKoJoM [4]. JIy1s1 BU3yanuszauuu XpoOMOCOM UCIOJIb-
3oBajicst Mukpockor Nikon Eclipse Ci (Nikon Corporation,
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Anonus) c mporpaMmMHbIM obecriedeHrueM «BuneoTectKa-
puo 3.1» (Buneorect, Poccust).

IIpu CILIM B kapuoTumne npodaHga ooHapyxeHa co-
yeTaHHasi XxpoMocoMHasi aHoManus: APT mexny xpomo-
coMaMu 5 U 9 u cBepXUMCIIEHHAs IepuBaTHask XpOMOCO-
Ma 9 ot APT mexny xpomocomamu 5 1 9. TakuM o6pazom,
KapuoTUM MpobaHaa HecOaJaHCUPOBAHHBIN, C YaCTUY-
HOI TPUCOMHUE MO XpoOMOCOMe 5 U YaCTUUHOI TPUCOMU-
eii mo xpomocome 9 (puc. 2).

ITpu CLUU ponuTeneii coaaHcHpoBaHHasl TpaHCI0Ka-
LIMST MEXXTY XpOMOCOMaMHU 5 1 9 BbIsIBIIEHA y OTHA peOEHKa,
kapuotutt: 46,XY,t(5;9)(q35;q31). Kapuotun matepu HOp-
MabHbIA. [Ipr 06cIenoBaHUY WIEHOB CEMbHM aHAJIOTHY-
Hasl TpaHCJIOKals Obljla BbIsIBJIeHa Y 0aOyIIKu MpodaHaa
CO CTOPOHBI OTLIA U crbca mpobaHaa [S]. TpeTbsi 6epeMeH-
HOCTb MaTepH MpodaHIa 3aKOHIMIACh CAMOITPOU3BOIEHBIM
BBIKUIBIIIIEM Ha paHHEM cpoke (5-6 HeleNlb), KapuoTHUII
TUTOo[1a OT MpepBaBIIeiics 0epeMEHHOCTH HE UCCIIeIOBAJICS.

PonocnoBHast ceMbu nipeacTaBieHa Ha puc. 3. Y cub-
COB OTI1Ia MPOOaHIa CTaTyC HOCUTEIbCTBA HE YCTAHOBJICH.

OmHUM 13 BO3MOXHBIX MEXaHU3MOB (POPMHUPOBAHUST
CTOJIb HeoObIUHOM (hopMbl X1 y MpodaHIa MOTJIO OBbITh
MOCT3UTOTUYECKOE HEPACXOXIeHNE BOBICYEHHBIX B APT
XpOMOCOM B paHHEM 3MOpuoreHe3e u (opMrupoBaHUe
MO3anyHOro Kapuotumna. JIjis morcka Mo3auuiMa Obl-
Jo ipoBeneHo FISH-uccnenoBanue (payopeclieHTHas in
Situ TMOpUAM3ALUS) C UCTIOIb30BAaHUEM CYCIIEH3UU KJie-
TOK, npuroToBieHHo mist CLIN.

IpenrudbpuansaloHHasl MOATOTOBKa 00pa3IoB,
ruopuaM3anus U MOCTTUOPUAM3AIMOHHAST OTMBIBKA
MPOBOAMJINCH COTJIACHO MPOTOKOJY MPOU3BOAUTEIIS

HOpMaJIbHbBIE XpOMOCOMBI

t(3;9X(q35;q31)

(Poseidon, Kreatech, Leica, Netherlands). st omnpe-
JIeJIeHUS YMciia Konuii xpomocoM ucrnojb3oBanu JJHK-
30H/IbI, CITeIIU(UIHBIE K IEHTPOMEPHOMY paiioHy Xpo-
mocombl 9 (SE 9(classical, a-satellite)), POSEIDON™
Satellite Enumeration DNA Probes), u JIHK-30H15bI,
crienuduuHbie K JokycaM 9p24.1(ON JAK2 (9p24)
Break, dual-color) u 9qter (ST (D9S1838), REPEAT-

Puc. 1. ®oto npobaHpfa, Bo3pact 7 aHein. DeHoTnn: 6paxuuedanbHasn
dopma uepena, runonnasma HagOPOBHbBIX Ayr, HN3KO MOCAXEHHble
nedhopMVpPOBaHHbIE YLIHbIE PAKOBUHbI, KIIOBOBVAHbIN C BbICTYMNaloLEeN
CMVHKOM 1 C LUMPOKUMM KPbINbAMU HOC, CTIaXXeHHbI GUIbTP, y3Kue rybobi,
MVKPOPETPOrHaTuhA.

cBepx4dHcIeHHEbIA der(9)

ﬂ ‘,%*?

der(5)

der(9) der(9)

Puc. 2. Busyanvsaums BoBNEUYEHHBIX B TPAHCIOKALMIO XPOMOCOM, MX HOPMAJIbHbIX FTOMOJIOTOB 1 CBEPXUMCTIEHHON AEPVBATHON XPOMOCOMbI 9 B Kapwi-
oTune npobaHga. GTG-okpacka. Dopmyna kapuoTuna (cornacHo ISCN 2016) 47,XY,t(5;9)(935;931),+der(9)t(5;9)(q35;931)pat.
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FREE™ POSEIDON™ Sub-Telomeric DNA Probes).
Bce ncnonb3oBaHHbBIE B HACTOSIIIIEM MCCIETOBAHUM 30H-
nbl ipousBoacTBa Kreatech, Leica, Netherlands. Jlis Bu-
3yajau3anuu QIryopeciieHIIMY THOpUAN3allMOHHBIX CHUT-
HayioB uctnosab3oBaics Mukpockomn Nikon Eclipse Ci
(Nikon Corporation, AnoHus) ¢ mporpaMMHBIM obec-

o

neyeHuemM LUCIA Cytogenetics — FISH (LUCIA
Cytogenetics, Yexust).

Bcero ¢ npumenenuem metonuku FISH 6b110 mpoana-
Ju3upoBaHo 5 MeTadasz u 200 nuHTepda3HbIX sSaep U ycTa-
HOBJIEHO, YTO BO BCEX MCCJIEIOBAHHBIX SIApax TUMQOII-
TOB MMEETCSI 110 TPU CUTHAJIa OT IIEHTPOMEPHOT'0 paiioHa

56 net 52 ropa 63 ropa 54 ropa
~
o 2] [ [ N
33roaa 26 ner 30 net 29 net
e Som
4ropa 4 ropa 6mec S5-6uHeg

YCIOBHBIE obozHadyeHMA: |:|

- MY2KCKOJ ITOJI, HOPMAIBHBII KapHOTHIT

O - JKEHCKMHA ITOJI, Hopmam.m.n‘/‘! KapHOTHII

© L]
[]

-HOCHTEIb CSaHchupos aHHOM TpaHCIOKAITHH

-DONBHOI 4IIeH CEMBH C XPOMOCOMHO#M I1aTOJIOTHEH

= CaMOl'IpOHSBOJIBHLIﬁ BBIKMbII

-MY2KCKOH ITOJI, KAPMOTHII HE MCCIIEOBaH

T npobarn

OJEl

= oﬁcnenonaxnme 3O0POBBIC WICHBI CEMBH,

KapHOTHII - HOpMa

Puic. 3. PofocnoBHas cemby npobaHza.

B pO,EI,OCJ'IOBHOIZ npeacTtaBJieHO 3 NOKONEeHUsA cembu, B KOTOpOVI npocnexnBaeTca nepenayva XpOMOCOMHOIZ aHOManun ot 636yLIJKI/I npoGaH,qa K oTuy

npo6aH;|,a nero geTam.

1.3 - Mpo6aHga, kaprotun: 47,XY,t(5;9)(q35;931),+der(9)t(5;9)(q35;931)pat (ykaszaH cTpenkoir)

1.3 — OTey npobaHaa, kapuotun: 46,XY,t(5;9)(q35;931)mat
1.3 — Cnbc npobanpa, kKapuoTtun: 46,XX,t(5;9)(q35;931)pat
1.2 — babywka npobaHga, kapuoTun: 46,XX,t(5;9)(935;931)
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XpPOMOCOMBI 9, IO TPU CUTHAaJIa OT JioKyca 9p24.1 u o 1Ba
CUTHAaJa OT JoKyca 9qter B KaxaoMm sinpe (puc. 4). To ecTb,
CBEPXUYUCJCHHBIN nepuBaT XpoMocoMbl 9 (der9) B ntum-
(ormrax neprepruaeckoit KpOBH SIBIISIETCS PETYIISIPHBIM
(HeMo3anuHBIM) [6].

O6cyxpeHne

MexaHusm ¢popmuposaHus kapuomuna npobaHoa

TeopeTnyecku HaTMUME CBEPXIMCICHHOM IEpUBATHOM
XPOMOCOMBI 9 y peOEHKA MOXKET OBbITh CJIEICTBUEM MUTOTH -
YECKOT0 HePacXOXIeHUsT WIK MEHOTUIECKO cerperaiuu.

[Tp1 MUTOTHYECKOM HEPACXOXIEHUU B U3HAYAIb-
HO cOQJIaHCMPOBAHHON 3YIIJIOUIHON 3UTOTE, Y MPpOOaH-
J1a MOXHO OBbLIO Obl OXUIATh (POPMUPOBAHUS TPEX Kile-
TOUHBIX JuHUI: 46,XY,t(5;9)pat (c6amaHCUPOBAHHBIN
¢ tpaHciokauueit), 47,XY,t(5;9)pat,+der(9)t(5;9)

S

:

subtel 9q

(TPUCOMHBI CO CBEPXYMCIEHHBIM JIEePUBATOM
xpomocoMbl 9) u 45,XY,der(5)t(5;9)pat,-der(9)t(5;9)
(MOHOCOMHBI, C IepuBaTOM XpPOMOCOMBI 5 0e3 1epuBaTa
xpoMocoMbl 9). [Torck Mo3auim3ma ObLT TPOBEAECH HA Me-
TaazHbIX TUIACTUHKAX U MHTep(a3HBIX SApax KyJIbTUBU-
POBaHHBIX JTUMMOIIMTOB TTeprdeprIecKoil KPOBU C IPHU-
MmeHeHueM Metonuku FISH (bayopecueHTHoi in sifu th-
opunusanun). [losydeHHbIe pe3yJIbTaThl HEe TTONTBE PN
HaJIM4IUsT MO3auIIu3Ma.

MeiioTuueckas cerperaius XpoMOCOM, BOBJICUEH -
HbIX B APT, yéTko neTepMuHUpoBaHa ¥ 3aBUCUT OT MHO-
rux (akTopoB, HalIpUMep, OT MOP(OJTOTUU XPOMOCOM,
BOBJICYEHHBIX B IEPECTPOIKY, OT pa3Mepa TPaHCIOLUUPO-
BaHHBIX (TC) u nentpuyeckux cermeHToB (LIC), oT cTe-
TIeHU aCUMMETPUH C(DOPMUPOBABIIETOCS KBaIpUBaJIeHTA
u T.4. [7]. OnucaHo Tpy OCHOBHBIX MATTepHA cerperaiuuu
xpomocoMm B Meiio3e | y Hocuteneii APT, B kaxkaoM U3 Ko-
TOPBIX BBIIEIISIIOT HECKOIBKO TUTIOB:

Puc. 4. Bmsyanmauvm I’VI6pVIJ1VI3aLI,l/IOHHbIX CUrHanoB Ha MeTa(I)a3HOl7I nnacTnuHke npoGaHna N NX CXemMaTnyeckoe pacnonoXeHne Ha ngnorpamme Xpo-

MOCOMbI 9.

AByxuBeTHbIN (dual-color) KpacHbI + 3enéHbli curHan cooTBeTcTBYET NOoKycy JAK2 region (9p24.1), OfAMHOYHBIV 3€NEHBIN CUTHaMI COOTBETCTBYET LieH-
TPOMEPHOMY pervioHy Xxpomocombl 9 (a-satellite), oAMHOUHBIN KpacCHbIN CUrHaN COOTBETCTBYET Cy6TeNnoMepHOMY PermoHy AIMHHOIO nyieya XPOMOCo-
Mbl 9(D9S1838). HopmasnbHbIi romonor xpoMocombl 9 (yKkasaH cTpenkoi u Lupoi 9). Oba pepreata Xpomocombl 9 (ykasaHbl cTpenkoit 1 der9). lepu-

BaT XPOMOCOMbI 5 (yKa3aH cTpenkoi u der5).

MEONUNHCKAA TEHETUKA. 2021. N26

55



KNUHNYECKUI CITYYAI

— CerperalvoHHbINA maTTepH 2:2 ¢ albTepHATUBHBIM
HopManbHbIM (as1bT N), albTepHaTUBHBIM COAIAHCUPO-
BaHHBIM (QJIbT. ¢0.), coBMeCTHbIM I 1 coBMecTHBIM 11 TH-
naMu cerperaiuu;

— cerperalMoHHbIN matTepH 3:1, B pe3yabTaTte KOTOpOo-
ro (hopMUPYIOTCS TPETUYHbBIEC U OOMEHHBIE TPUCOMUU;

— cerperaiMoHHbIi nmarrepH 4:0, B pe3yapTaTe KOTO-
poro GopMUPYIOTCS HECOBMECTUMBIE C pPa3BUTUEM IMOPH-
oHa BapuaHThl X/ [2].

Takum obpa3zoM, TOJIBKO NpU 2:2 aJbTepPHATUBHOM
TUIIE Cerperaiuuu BO3MOXHO (hopMUpPOBaHHUE HOPpMaJb-
HbIX (a1bT N) Wi cOalaHCUPOBAHHBIX (aJIbT €O.) TaMeT.
OcranbHble TUTBI CETPEraliuu SIBJISIOTCS TaTOJIOTMYECKU-
Mu. X/, BOSHUKIIIUI B TaMeTe B pe3yJibTaTe MaToJornye-
CKOI1 cerperamyu, Ben€T K (popMUpOBaHUIO HecOalaHCH-
POBaHHOI 3UTOTHI. 3UTOTa C TPETUYHOU UJIM OOMEHHOU
TpUCOMUEN MOXeT chOpMUPOBATHCS B pe3yJibTaTe MaTo-
Jjornyeckoii cerperanuu 3:1. Ho B Takom ciyyae nBa ro-
MOJIOTa U3 TpUabl JOKHBI ObITE MOPGhOJIOTUYECKN HOP-
MaJIbHBI, @ OIWH MPEACTaBICH N1ePUBATOM.

B omuckiBaeMOM HaMu ciiydyae HU MPU KaKOM TUIIE
HU B OTHOM U3 MaTTEPHOB MaTOJOTMYECKOU cerperaiuu
B Meiio3e | HeBO3MOXKHO MOSIBJIEHUE CBEPXYMCICHHOTO
nepuBaTta xpomocoMbl 9 npu Hanuuuu APT. BeposiTHee
BCETro, B Meiio3e 0TI MPOU30IILIO JBA MOCIeA0BATEIbHBIX
cooniTus. [lepBoe — anpTepHaTUBHAS Cerperamnus B Meii-
o3e | ¢ obpazoBaHueM cOaTaHCUPOBAHHOIO raMeTOLUTa
(a;pT €0.), a BTOpoe COObITUE — HepacXOXIeHNEe B Meii-
o3e Il cecTpuHCKUX XpoMaTUa NepUBaTHOU XpOMOCO-
MbI 9 (der9) u hopMupoBaHue criepMaTo3ouaa ¢ TpeMs
NepuBaTHBIMU XpoMocoMaMu. CxeMa opMUpoOBaHUS
cnepMato3zouaa ¢ APT u cBepXuuCIEHHBIM IepUBaTOM
XpOMOCOMBI 9 TIpeficTaB/ieHa Ha pucC. 5.

TakuMm 00pa3oM, MOJyYeHHbIE Pe3yIbTaThl TO3BOJISIOT
MPEAIOI0XUTh, YTO HauboJIee BEPOSITHBIM MEXaHU3MOM
(opmupoBaHus KapruoTHIla TpodaHIa, OMMcaHHOTo Ghop-
mygoi 47,XY,t(5;9)(q35;q31),+der(9)t(5;9)(q35;q31)pat,
SIBJISIETCSI BTOPUYHOE HEPACXOXIEHNE B U3HAYAJIBHO cOa-
JIJaHCUpOBaHHOM crniepMaTouuTe B Meiiose 11 oTua, sBis-
IOIIIErocsl HOCUTENIEM COalaHCUPOBAHHON TPAHCIOKAIIWH.

OnyO6JuKOBaHbl EAUHUYHBIE CIyYyau BBISIBJCHUS
XPOMOCOMHOTO AucOagaHca aHaJIOTUYHOTO MTPOUCXOXK-
NIEHWSsI, YTO TOBOPUT B IOJIb3Y KpaliHe peKo BCTpeyva-
IOoleicsl MaTOJOTUM, BOZHUKIIENH B pe3yJbTaTe IBYX
nocjea0BaTeIbHBIX HE3aBUCUMBIX COOBITUI B Melo-
3e ponutens [8, 9]. E.M. l'onosatas ¢ coant. [10] onu-
cajiv KIIMHUYECKUI caydail MpeHaTaJdbHOU TUAarHOCTU-
Ku 1tona ¢ KapuoturioM 47,XX,t(5;9)(q31;q22),+der(9)
t(5;9)(q31;g22)mat, mpu KOTOPOM MOXHO TpearnojaraTh
AHAJIOTUYHBIA MeXaHU3M (OpMUPOBAHUS TEPECTPOi-
k. OmHaKo U pa3Mep y4acTKOB XpPOMOCOM, BOBJICUEH-
HBIX B MEPECTPOMKY, U (DeHOTUITMYECKHUE TTPOSBICHUS

y mioaa B JaHHOM cCjaydyae OTJIMYaIrCh OT NMPEACTaBJICH-
HBIX B HAIIEM OIMMCaHUWU.

KnuHuyeckue nposeieHus couemaHHou
XpPOMOCOMHOU nhamosioauu

B HacrosilieM KIMHAYECKOM Cy4yae XpOMOCOMHBIN
nucbaiaHc MpodaHIa BKIOUAI YAaCTUYHYIO TPUCOMUIO
10 CyOTEJIOMEPHOMY YYACTKY IJIMHHOTO TIeYa XpOMOCO-
MbI 5 (B rpaHunax q35-qter, mpoTsSKEHHOCTh ~5 MJIH I1.H.)
U MO MPOTKEHHOMY YYaCTKy XpOMOCOMBI 9 (B rpaHUIIax
pter-cen—q31, mpoTsKEHHOCTD ~90 MIIH 11.H.).

Tpucomusa xpoMmocoMbl 9 — oHA U3 CaMBbIX pel-
KMX ayTOCOMHBIX TPMCOMMUIA, BIIEpPBBIC OblIa OMUCcaHa
B 1973 rony [11]. YacToTa BCTpeuaeMOCTH TOCTOBEPHO
HEU3BECTHA, T.K. ITOJaBJISIONIEe OOJBIIMHCTBO OepeMeH-
HOCTEH IIOAAMU C perysapHOi MOJIHOM Tprucomueit 9 3a-
KaHYMBAIOTCS CIIOHTAHHBIMU a00OpTaMU JINOO TpepbIBa-
HUEM M0 MEIUIIMHCKUM MTOKa3aHUSIM I10CJIC BBISIBICHMUS
VJIBTPa3BYKOBBIX IPU3HAKOB U MPOBEACHMS IIpeHATaIb-
HOII AMAarHOCTUKM Yyke B 1 TpuMecTpe 6epeMeHHOCTH.
[MonHas ¢opma TpucoMuu 9 MOXKeT OBITh KaK pPeryisip-
HOMH, TaK 1 MO3aUYHOM, U MIPOSBISIETCS IIUPOKUM CIIEK-
TpoM (PEHOTUITMYECKUX MPOSIBJICHUI, YTO CBOMCTBEHHO
BCEM IPOTSKEHHBIM aHeyCOMUSIM. YacTUIHBIE TPUCOMUU
XpoMOCOMBI 9 BcTpeuaroTces ropasno vaiie [12]. Bkman
B BapuabeabHOCTh (PEHOTUTTMYECKUX TIPOSIBICHUIT MO-
KT BHOCUTH U MPOIICHTHOE COOTHOIIIEHNE aHOMaJIbHBIX
1 HOPMAaJbHBIX KJIETOK MPU MO3aMYHOM BapHaHTE aHe-
yrouauu. B iuToreHeTM4eCKOM OTHOIIEHWH, OTJIUYM -
TeJIbHOI 0COOEHHOCTHIO MPEACTABICHHOIO HAMU TallMeH -
Ta SIBJISIETCS] BOBIEYEHHOCTh B TPMCOMMUIO KOPOTKOTO ILJIe-
Ya MOJHOCTBIO U JJTMHHOTO T1jIeda XpOMOCOMBI 9 TOJIBKO
JacTUYHO. B TO e BpeMs, TprCOMUS MPUCYTCTBYET Y He-
ro He B MO3aMYHOI, a B peryasapHoit (popMme.

YacTuyHas TpUCOMUSI TEPMUHATBHOTO yJacTKa IJIMH-
HOTO IJIeYya XPOMOCOMBI 5 OIKMCaHa B JIMTEpaType y AeTei
C IOPOKaMM Pa3BUTHS CKeJIeTa, CepAeYHO-COCYINCTON CH-
CTEeMBI, YMCTBEHHOI OTCTaJIOCTBIO U TU3MOPGUUESCKUMU
0COOEHHOCTSIMU CTPOEHMSI JIMIIA, ¥ aCCOLIMMPOBAaHA C CUH-
npomoMm XaHTtepa-MakAnmnaiiHa [13].

Huxe npencraBieHa Tabauia CpaBHUTEIbHBIX K-
HUYECKMX MPU3HAKOB: COOCTBEHHOE HaOJI0IeHNE, CITy-
yaii, onucanHbiii E.M. I'onoBatoii ¢ coasr. [10], autepa-
TypHbI€ 0030PbI 110 MOJTHOM ¥ YACTUYHOI TPUCOMMUSIM XPO-
MOCOMBI 9, U CITyJaii MyTIMKaIluy TePMUHAIBHOTO yYacTKa
IJIMHHOTO T1e4a XxpoMocoMbl 5 (Ta0amua).

Ha ocHoBaHuM IUTepaTypHBIX JAHHBIX JIJIS aHATU3a
MbI OTOOpaIM MPU3HAKK, KOTOPbIe HauboJIee YacTo BCTPe-
JaloTCs TIPU MOJHON TPUCOMUM XPOMOCOMBI 9, 1 pacmo-
JIOXKUJIN UX B opsaKe yowiBaHus. B 1ienom dpeHoTumnm-
YecKue MPOSIBIICHUs y TIpoOaHaa B OOJIBIIION CTEIIEH! CO-
OTBETCTBYIOT OIMMCAHHBIM B JIUTEPAType KIMHUICCKUM
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HOpManBHajA XpoMocoma 9

KBaJApHBaNeHT
5 4
der (5) gy
der (9) em——

0 cm————

medtos I, maxurena,
TPaHCIOKALMOHHBIA KPECT

—

der (5) | |
- 1T

der (9)

$—

meiios I, amadaza I, ansrepraTarnsii 2:2 THO cerperanan

ANbTEePHATHBHBLIH HOPMAILHBIH

/\

HopManbHas cerperamas  Meio3 II, anagaza IT

aJbTepPHATHBHEIH C0aTaHCHPOBAHHBIH

AN

HepacxoxxJeHHe

Puc. 5. Cxema BO3HUKHOBEHMWA HECOANaHCUPOBAH-
HOM rameTbl, Hecyuwen APT n cBepxuncneHHbin
der(9)t(5;9)(q35;931), B Melio3e oTua npobaHaa.
1 - cxeMa 1 Br3yanm3aymna BOBEYEHHbBIX B TPAHC-
NloKauumo Xpomocom (0603HaueHbl Kak der(5) un
der(9)) n x HopmanbHbIX FOMONIOroB. 2 — 06pa3o-
BaHVie KBafpuBaneHTa npu BCTyMaeHNN B Meio3 1
dopMmnpoBaHMe TPAHCIOKALMOHHOIO KpecTa B na-
XUTEHE NEPBOro AeNneHnA Meino3a. 3 — BapuaHTbl
dopMUpoBaHUA KaproTmna rameT Npu anbTepHa-
TUBHOM TUMe 2:2 cerperaynn B aHadpase nepBoro
[eNneHns Meino3a. 4 — HepacxoXAeHWe B rameToLu-
Tax, CGOPMMPOBAHHBIX NPU anbTePHATUBHOM CbHa-
JTAHCUPOBAHHOM TUMe cerperayunm, B aHadpase BTO-
poro geneHusa meiosa. 5 — cbopmMmmpoBaBLIvecs
cnepmato3ounabl.
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MpU3HaKaM, XapaKTEPHBIM JJIsT TIOJTHOM (DOPMBI TPHUCO-
MU XpoMocoMBbI 9. [To-BuanMoMy, TyIIUKAIs TEPMU-
HaJIBHOTO YJ9acTKa JUTMHHOTO T1jIeYya XpOMOCOMBI 5 B TaH-
HOM cJIydyae UrpaeT MUHUMaJIbHYIO pojib B (hOpMUPOBa-
HUM heHoTUIa.

B Hamem cinyyae y mpobaHia He ObLJIO OTMEUEHO Tpy-
OBIX ITOPOKOB Pa3BUTHUSI BHYTPEHHUX OPTaHOB, B OTIINYNE
oT onuckiBaemoro ciydass E.M.T'onoBatoit ¢ coaBT., Tae
y TUTO/Ia OTMEYAJIMCh IpyOble aHOMAJIMK Pa3BUTHSI: TOJIO-

Mpo33HLedanns, HUKIoNus, aHoManust TayccuHr-buHra
[10]. laHHBIE OTIMYMST MOTYT OOBSICHATBCS KaK pa3iny-
HOW TPOTSKEHHOCTBIO YYACTKOB BOBJIEYEHHBIX XPOMOCOM,
TaK 1 CyIIECTBEHHOU BapruadeIbHOCThIO (heHOTUIIOB, Ja-
K€ Y MallMeHTOB C UIeHTUYHbIM X1,

HusMmopduyeckue 4epThl, TAKME KaK: MUKPOPETPOTHa-
THUST 1 HU3KO MTOCaKEHHBIE YIITHbIE PAKOBUHbBI, OTMEUEHbI
B 000MX CJIyyasiX, YTO TOBOPUT O BaXKHOCTU IUATHOCTUKU
TaKWX UBMEHEHUU MpY TPOBEICHUU MpeHaTaibHoro Y3U.

Tabnuya
CpaBHUTeNIbHAsA XapaKTepuCTrKa KINHNYECKMX MPU3HAKOB XPOMOCOMHOro AncbanaHca ¢ BOBJieYeHeM XpOMOCOM 5 1 9
1 2 3 4 5 6
KiuHuyeckue npusHaku Tpucomus 9, CobctBeHHoe | [lpeHartanbHast IMarHo- YacTuuHas Tpu- Hynnukauus 5q
J.C. Ferreres HabJone- cruka, E.W.T'onosarast | comus 9p ter -q32, ter , Jamsheer
c coasr, 2008 [14] Hue, 2021 ¢ coasT., 2015[10] Schinzel, 2001 ¢ coasT., 2013 [15]

3agepxKa BHyTpUYTPOOHOTO + + Her naHHbIx + +
pa3BUTHUS
Mukpouedanust + + Het naHHbIX + +
Hwusko mocaxenHsle 1eopmMupo- + + + + +
BaHHBIC YIITHBIC PAKOBUHBI
MuKpopeTporHaTus + + + + +
Bynb6000pa3Hblil HOC / + - - - -
«MSICUCTBII»
AHTUMOHTOJIOUIHBII pa3pes a3 + - - +
MaseHbK1e TJIa3HbIe TIenn / + - - -
aHodTanbmus / 6nedapobumos
BpoxnénHbie mopoku cepiia/ + + + + +
COCYyIIOB
Bpoxa€HHble MOPOKHU LIEHTPab- + + + + -
HOW HEPBHOW CUCTEMBI
PacmienHa ryob1/Heba + - - - -
AHOMaJIMM Pa3BUTHUSI MOJTOBOM + + Het maHHbIX + +
CHCTEMbI: MaJICHbKUI IMEHUC,
KPUITOPXM3M, TUTOTUIa3upPOBaH-
Hasi MOLUOHKA, IBOMCTBEHHOE
CTPOEHME TOJIOBBIX OPIraHOB U JIp.
AHOMaJIMK TTOYEK + - + - -
CxaTble KyJJaKi, KOHTPAKTypPbl + + - + -
CYCTaBOB IMAJIbIIEB KUCTH
I'mmoniasust Horreit/dananr + + Her naHHbIX + +
AHOMaJIMM pecIMpaTOpHON + - - -
CHUCTEMBbI
Hesaepi€HHBII TOBOPOT + - + - -
KULIEYHUKA
Tononpossnuedanus + - + - -
KitoBoBUIHBI HOC* - + Het nannbix + -
Luxnonus* - - + _ ~

*TMocnenHue nBa IpU3HaAKa HE OTHOCATCA K TDUCOMUN XPOMOCOMbI 9, HO OITMCAHBI ITPU APYTUX MMATOJIOTUAX, TPEACTABJIICHHBIX B TabsulLe.
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AHOMAaJIMM Pa3BUTHUS ITOJOBOUW CHUCTEMBbI — dYa-
CTHII (DEHOTUMMIECKUI TIPU3HAK TPUCOMUU XPOMOCO-
MbI 9. B onuceiBaeMoM HaMU cllydae y mpobaHaa MUMeaoCh
JIBOMCTBEHHOE CTPOEHUE MOJ0BbIX opraHoB. ITo nuTtepa-
TYPHBIM JJAHHBIM U3BECTHO, YTO Te€HBI y4acTKa XpOMOCO-
MbI 9p, Takue Kak DMRT1, DMRTZ2 BXoasIT B CIIEKTp re-
HOB, JICTEPMUHMPYIONINX ITOJIOBYIO MU (HepeHIIMPOBKY.
Myrtaiuu B 3TUX TeHaX, a TakKKe JeJIelIMd KPUTUIECKO-
ro yyactka 9p24.3 npuBOAST K HapylIeHUIO (GOpMUPO-
BaHMs 110J1a. MOXKHO TIPENIOJOXUTh, YTO MYTTUKAIIUA
JMAHHOTO pailoHa TakkKe UMeeT 3HaUeHUe U UTPaeT orpe-
JEEHHYIO pOJIb B TI0JIOBO# nuddepeHuuposke [16, 17].
Bwmecte ¢ Tem, B iuTepatype TakxKe MMEeTCsl OnrcaHue
XX MHBepCcUM Moja y MalueHTa ¢ MO3auyHol opmoi
Tpucomuu 9 [18].

3ak/oyeHmne

IIpencraBiieH ciayJail cOueTaHHON XpOMOCOMHOI T1a-
TOJIOTMU Y HOBOPOXIEHHOTO peOEHKA B pe3yJibTaTe pel-
KOT0 MeXaHn3Ma 00pa3oBaHMs HecOaJaHCUPOBAaHHOM ra-
METHI Y HOCUTEJISI PELIUIIPOKHOM TPAaHCIOKALIMUA MEXKIY
xpoMocoMamu 5 1 9. Hanuure HeoObIYHBIX MyTeit 00pa3o-
BaHMS XPOMOCOMHBIX ITEPECTPOEK 3aCTaBJISIET YINTHIBATh
HX BO3MOXHOCTB IIPY IMPOBEACHUN MEINKO-TEeHETHUECKO-
IO KOHCYJIbTPOBAHMS ¥ TTOBHIIIAET 3HAYCHUE TIIATETbHO-
IO KIIMHUYECKOTO, MHCTPYMEHTAJIBLHOTO 1 JJAO0OPaTOPHOTO
o0cieqoBaHus MalMeHTOB.
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