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CAYUYAM CEMEMHOW TPAHCAOKAILIMU MEXAY XPOMOCOMAMM 10 U 18

I'Y «MockoBcKul 0OAACTHOM HAyYHO-UCCAEAOBATEABCKUN KAMHUYECKUN UHCTUTYT
M. M.D. Brapumupckroro», MockBa

Onucal ciyyai Y4aCTHYHOM TPHCOMMH JJIMHHOTO IJIe4a XpoMocoMbI 10 ¥ 4aCTHYHOI MOHOCOMMH JJIIMHHOTO
mieya xpoMmocomsbl 18 y pe6eHKa ¢ BPOSKIEHHBIM IIOPOKOM CepAlid, JINIEBHIMUA MUKPOAHOMAJIUAMYU U HUC-
TarMoM. BeIsiBiIeHHAs1 y MpoGaHaa MepecTPoiKa ABJISAJIACH Pe3yJIbTATOM OTIOBCKOH PEIUIIPOKHON TpaHC-
aokamuu t (10; 18) (q26; q23). @eHoTUIHYECKNE MPU3HAKH IPOOAHIA COMOCTABJIEHBI C KIMHUYECKUMU
NPOSIBJICHUSAMM CJIyUaeB ¢ IIONOOHBIMU IIePeCTPOMKaMU, colep:ramuxcsa B Perucrpe Heco6aiaHCHPOBAHHBIX
XpPOMOCOMHBIX abeppanuii EBponeiickoit nuroreneruueckoi accoruanuu (ECARUCA).

Knrouesvle cnosa: Hec6a1aHCUPOBAHHASL MPAHCLOKAUUS, LACTMULHASL MPUCOMUS, Xpomocoma 10, xpomocoma
18, penomun.

Authors describe case of partial trisomy in chromosome 10 long arm and partial monosomy in chromosome
18 long arm, diagnosed in a child with congenital heart disease, facial minor malformations and nystag-
mus. Proband’s chromosomal aberration was a result of paternal reciprocal translocation t (10; 18) (q26;
q23). Proband’s phenotype was compared with clinical presentations in cases of the same aberration from

European Cytogeneticists Association Register of Unbalanced Chromosome Aberrations (ECARUCA).

Key words: unbalanced translocation, partial trisomy, chromosome 10, chromosome 18, phenotype.

XpoMocoMHAas MTATOJOTHS 3aHNMAeT OJHO U3 BeIyIIUX
MECT B CTPYKTYPe IpUuUrH GOPMUPOBAHUA MHOMKECTBEHHBIX
BPOJKJAEHHBIX NOPOKOB padButusa (MBIIP), nmpuuun marto-
JIOTUYECKUX COCTOSHUM IOCTHATAJIBHOI'O Iepuojga, paH-
HeHl neTcKoii cMepTHOCTHU. {011 XPOMOCOMHBIX aHOMAJIUI
cpenu BCeX HOBOPOJKIEHHBIX B cpefHeM He mpeBbimiaer 0,6—
0,8% , oguaxo B rpymne ¢ MBIIP sToT mpoIrieHT Bo3pacTaer
[1]. IIpu sTOM Y HOBOPOKAEHHBIX HEPEIKO JUATHOCTUPYET-
cs1 XpOMOCOMHAS IAaTOJIOTH, 00YCIOBI€HHAS PA3IUYHBIMHI
CTPYKTYPHBIMU IIepPecTpOiKaMu XpomocoM. s oIleHKHu
MIPOrHO3a 3/I0POBbs IIOTOMCTBA B ATUX CJyUYasX HEOOXOIu-
Mo audepeHIIPoBaTh IePEeCTPONKY, BO3HUKIIIKE de novo,
OT yHAacJeJOBAHHBIX XPOMOCOMHBIX MyTaluii. B cembax,
rie y OJHOIO W3 poauTeseill mmeercsa cOalaHCHUPOBAHHAA
TPAHCJIOKAIIUA, 9TOT PUCK 3HAUUTEJIbHO BbIIe. Harlie Bcero
ceMeliHOe HOCHUTEJNLCTBO CTPYKTYPHBIX M3MEHEHUI Kapu-
OTHUIA BBIABJAETCA IOCJe pokaeHus pedbenka ¢ BIIP u ¢
BBIABJIEHHBIM IIPU 3TOM HecOaJaHCUPOBAHHBIM KapUOTHU-
nom [2]. Tem mHTepecHee Ka'KIBIN CIy4dail BBIABICHUA
HecOaJIaHCUPOBAHHON XPOMOCOMHOM IIepPecTpPOiKU, Kak
POOUTENIBLCKOTO, TAaK U de NOVO IMIPOUCXOMKICHUS, TaK KaK
OIMCAaHME MOJOOHBIX CAYUAEB CAYKUT 00JIee TIATeIbHOMY
W3YUYEHUIO U CUCTEMATU3AI[NU STUX IIEPECTPOEK.

Konmaxmnaa ungopmayusn:

B Meguko-reHeTMUYEeCKYI0 KOHCYJIBTAIlUI0 O0paTHJIach
ceMbs C pe0OeHKOM B BodpacTe 3 HefeJb. [Ipobang — qeBouka,
ponmiach ot I GepeMeHHOCTH, TPOTeKaBIIell (PrU3roJIoruuec-
KM, BO3pAcT MaTepu Ha MOMEHT pokAeHns pebenka 22 roaa,
oTiia — 34 roma, POAUTESN 3L0POBHI, OpaK ¥ 000UX CYIIPYTOB
epBbIil, HEPOACTBeHHbINH. Poabl — B 40 Hemesb, cAaMOCTOS-
TeJIbHBIE, 3aKpUUaJia cpasy, Bec mpu poxkaernu 3600 r (50-it
TMePIeHTUIb), pocT 54 cm (90-if mepIieHTHIb), cpasy Imocie
poKIeHUs y pebeHKa ObLI 3aII0I03PEH BPOKIEHHBIN TOPOK
cepama (BIIC). Ha 5-e cyTKu »Ku3HU peOEHOK IlepeBefieH B
ETCKOe OTAeJIeHue, T/e ObLIO IPOBEEHO COOTBETCTBYIOIIEE
obcienoBanme. [Ipu sxokapAmorpa@mUuecKoM UCCIeJOBAHUN
BBISIBJIEH CTEHO3 M HEJOCTATOYHOCTH KJIAllaHA JIerOYHOMN
apTepuu, MeXKIIPeJCepIHOoe COO0IneHre, OTKPBITHIA apre-
PUAJIIBLHBIA MPOTOK, HEJOCTATOUYHOCTH KPOBOOOPAIIEHUS
I crenenu. IIpo6Gams ocMOTPeHA HEBPOJIOTOM, IUATHO3: [IEePH-
HatasbHOe nopaxxenue ITHC, cuagpom Bo3Oy K oeHUA.

TIpu ocmoTpe B Bo3pacre 3 Hemelb OTMEUAIOTCS OTEU-
HOCTB JINIIA, BEPXHUX U OCOOEHHO HUIKHUX KOHEYHOCTEH, a
TaKJKe JIUIeBble MUKPOAHOMAJINHU, BKJIIOUAOIe KOPOTKIEe
U y3KUe IJIasHble IeJN, 3allaBIIyI0 IePEHOCUILY, IIOJHbIe
€KY, HEOOBIUYHYI0 (DOPMY pPTa — «POT KYIHUZOHA», KOPOT-
KYI0 BEPXHIOIO I'y0y, MUKPOTHATHUIO, BRICOKOE apKOBUIHOE
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Puc. 1. JIumeBbie oco6eHHOCTH ITPOOAHA.

HEDO, HUBKO MOCaKeHHbIe YIIU, KOPOTKYIO Ieo (puc. 1).
ITo ocrampHuBIM cucTeMaM 6e3 0COOEHHOCTEH.

ITpu ocmoTpe B fuHaAMuUKe B Bo3pacTe 2 Mec 3 Helelb
Bec 5500 r (75-i1 mepreHTHNIB), 3HAUUTEIBHO YMEHBIITH-
JIach OTEUHOCTH KOHEUHOCTE!, COXPAHAIACh OTE€UHOCTH BEK.
B 2-mecsauyHOM Bo3pacTe IOABUJICS T'OPU30OHTAJIBHBIN HIUC-
rarMm. IlcuxoMOTOpHOE Pa3BUTHE COOTBETCTBOBAJIO BO3pac-
Ty — pebeHOK JOCTATOYHO YBEPEHHO JEPIKUT TOJIOBY, pac-
cMaTpuBaeT UTPYIIKY, yIbI0aeTcs, pearupyer Ha o0palieH-
HYIO K HEMY pedYb.
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Puc. 2. ®parMeHT KapuorpaMMbl IpobaH/a.
CTpenKoii 0003HaUeH JepuBaT XpoMocoMbl 18.
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Puc. 3. @parmMmeHT KapruorpaMMbI OTIIA IIpodaHIa.
Crpeskoii 0603HaUeHBI AepuBaThl xpomocoMbl 10 m 18;
t (10; 18) (q26; q23).

IIpu moBTOPHO 5X0KapaAmorpaduu B Bo3pacre 2 Mecs-
I[eB BBIABJIEHBl KPaeBoe YIJOTHEHHE CTBOPOK KJallaHa
JIETOYHOM aprepuu ¢ perypruranueir 1,5 mo 2+ cremneswu,
KOMOVMHUPOBAHHBIN CTEHO3 a0PTAJIbHOTO KJAlaHa, CTeHO3
U HEeIOCTATOUYHOCTH KJallaHa JIETOUHON apTepuu, OTKPbI-
THIH apTepuaabHBIN IPOTOK, OTKPBLITOE OBAJIbHOE OKHO.
IIpu sxorpaduyuecKoM HCCJIETOBAHUU TOJOBHOTO MO3Ta
CTPYKTYPHBIX M3MEHEHW!I He BbIABIeHO. IIpu yabTpasBy-
KOBOM HCCJIEIOBAHNY OPTaHOB GPIOIITHOI TOJIOCTH ITOPOKOB
He BBISABJIEHO. B CBABM ¢ MOSBUBIIUMCSA HUCTArMoM pebe-
HOK OBLJI IPOKOHCYJIbTUPOBAH 0(PTATIBMOJIOTOM, IIPOBEEHO
YJIBTPa3BYKOBOE MCCJIELOBAHME TJIA3HBIX 00K, IPU 9TOM
TaTOJIOTHU CO CTOPOHBI IJIA3HOTO [HA He BBIABJIEHO.

B Hacrosiee BpeMsa mpobGaHg HaXOAWUTCA HA amMOyJsa-
TOPHOM HaOJIIOJEHUU IO MECTY KUTEJIbCTBA.

ITutoreHeTuuecKkue mpemapaThl MOJIYyYaJUd U3 JIUM-
doruToB mepudepuuecKoii KpoBU, KYJbTUBUPOBAHHBIX B
TeueHue 72 4, B COOTBETCTBUU C OOINENPUHATON METOAM-
Koii. Hamu 6bLT IIpOBeZeH CTAHAAPTHBIA ITUTOTeHETHYEC-
Kuii aHanm3 MeTadasHBIX XPOMOCOM C WCIIOJIb30BAaHUEM
GTG 6ougunra.

IIpu muroreHeTwmuyecKOM wuccienoBaHUU y pPebeHKA
OBLJI BBIABJIEH MOP(OJOTUYECKY U3MEHEeHHbIN AUCTATbHBIHN
oTzeJ JJIMHHOTO IJieya XpoMocombl 18, kapuorun: 46, XX,
add (18q). Kak usBecTHO, BBISIBJIEHHAsI XPOMOCOMHAs aHO-
MaIuA y pedeHKa sIBJIAETCA MOKa3aHWeM JIs [[UTOTeHeTH-
YECKOTr0 MCCJIeJOBAHUSA y poauTesieil mpobauga. B pesyiib-
TaTe UCCJAEJOBAHNUS ¥ MaTepu IpobaHga ObLI BHISBJIEH HOP-
MaJbHBIN KeHCKuil KapuoTul — 46, XX, y orma npobanma
BBISIBJIEHA cOalaHCUPOBAHHAS MEePEeCTPOKa (PeIUIPOKHAS
TpaHcaoKamusa xpomocom 10 u 18), xapuorum: 46, XV, t
(10;18) (q26; q23) (puc. 2).

Takum 00pasomM, KapUOTHUI IPodAHIa ObLI UAEHTU(M-
mupoBaH Kak 46, XX, der (18) t (10; 18) (q26; q23) pat, T.e.
M3MeHeHHBIH yYacTOK XpoMocoMbl 18 mpobaHza — aTo mpo-
IYKT TPAHCJIOKAIIUY OTIIOBCKOTO IPOUCXOKAeHUA (prc. 3).

Y mpobanza mMmeercs HecOaJaHCUPOBAHHBIM Kapuo-
TUT, TAe AUCTAJLHBIN OTAEJ JJINHHOTO IIJIeua XPOMOCOMBI
10 mpexcraBiieH 3 KONUSAMU, a TEJIOMEPHBIH PafoH AJIUH-
HOT'O TIJIeYa XPOMOCOMBI 18 — omHO# Komuei, T.e. IpoOAHT
uMeeT YacTUUHYI0 Tpucomuio 10q26—qter um yacTuuHyIO
moHocomuio 18q23—qter.

Ilo maHHBIM KJIMHUKO-TEHEAJOTMUYECKOTO aHAIM3a II0
OTILIOBCKOU JIMHUYW B POJOCJIOBHOI BBISBJIEHBI JIBa CJIydas
BPOKIEHHOI ITATOJIOTUY C HAPYLIIeHNEM MHTEJJIEKTYaJIbHO-
ro pa3Butus (puc. 4). Y orita npobaHza eCTh pOgHAA CECTpa,
1985 r.p., cTpajamiiasg JeTCKUM Iiepe0paJbHbIM Iapaiu-
YOM C YMCTBEHHOI OTCTAJIOCTbIO (HAXOAUTCS B CIIEIHAJIU-
3UPOBAHHOM YUPEKJEHUU C PAHHErO JEeTCKOTO BO3PAacTa), a
TaK’Ke OBOIOPOAHAA CECTPA OTIIA MMeeT NUArHo3: YMCTBEH-
Hasl OTCTaJIOCTh, Bo3Mo:KHO BIIC. OGciieqoBanme sTUX dWjie-
HOB POJOCJIOBHOI OBLIO, K COMKAJIEHUIO, HEBO3MOYKHO.

Kak usBectHO, B cpegueM 1 us 120 KMBOPOKIEHHBIX
IeTell UMeeT XPOMOCOMHBIE AHOMAJIUK, U OKOJIO MIOJIOBUHBI
U3 HUX UMEIOT (PEeHOTUIINUEeCKNe IPOSBIEHU, XapaKTep-
HBIE JIJIsI OIpeIeIeHHOro XpomocoMmHoro mederra [3, 4].
IIpakTuuecKku Bce XpPOMOCOMHBIE CUHIPOMBI ¥ ieTeit compo-
BOXKIAIOTCA 3aJePKKOI IMCUXOMOTOPHOTO, YMCTBEHHOTO U
gacTo (pU3UUEeCKOro pa3BUTUA.
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Puc. 4. Pogociosuasa cembu M.

Crpenkoit o6o3Hauer mpobaui; III3 — Tera npobaHza ¢ AMAarHO30M JeTCKMI IepeOpasibHBIN Iapaand,
yMCTBeHHaA oTcranocTh; 111, — aBOOposHAA cecTpa OTIA IPOOAHIA C JUATHO30M yMCTBEHHASA OTCTA-

JIOCTh.

ITpu amanmuse gqocTynHOM nHGOPMAIUY U3 PA3JIUYHBIX
06a3 TaHHBIX U JaHHBIX JUTEPATYPhl HaMU OBLIO OOHADYIKe-
HO OIIMCaHHe ABYX CJIy4yaeB HEe UICHTUYHBIX, HO HO,I[O6HLIX
HecOaJIaHCUPOBAHHBIX MEPECTPOEK B Perucrpe Hecbataucu-
POBAHHBIX XPOMOCOMHBIX abepparuii EBpomeiickoil muTo-
renerudeckoit accoruanuu (ECARUCA) [5]. O6a cayuasa

OpLim 3apeructpupoBaHbl B 1980-x rogax [6, 7], B HuX
OmMcaHbl HecOaJaHCUPOBAHHBIE TPAHCJIOKAIIMU OTIIOBCKO-
0 IIPOMCXOMKIEHUSA C BOBJIEUEHUEM DABJIUYHBIX IO AJUHE
YYacTKOB AJIWHHBIX ey xpomocoM 10 m 18. IlaHHBIE
epecTPoOrKYu OBLIM MaKCUMAJbHO CXOMKU C OIMCHIBAEMOI
HaM¥, OTHAKO OTJINYAJNCH PA3HOI IMPOTAKEHHOCTHIO BOB-

Tabaruua

deHOTHTHYECKHE TPOABICHNI HecOaJaHCHUPOBAHHBIX TPAHCIOKAIIMI Mexay Xxpomocomamu 10 u 18

1[6]

IIpusnaku

CobcTBeHHOE

217] HaOJIIOIeHIe

BospacT npobauga 3 mec

- 2 mec 3 HeJ,

CpoK recramuu, HeJ 3742

24 40

YepenHo-anieBbie AaHOMAJINH

Mukponedanus +

Husko pacnoJsioskeHHbIe YIIIT +

HedopMupoBaHHBIE VIITHbIE PAKOBUHBL -

+ |+

Komnoboma pagy:xkKu +

Hucrarm —

KOpO’I‘I{I/Ie TJIadHbI€ IIEeJIN —

Y3Kue riiasable areJiu -

|
+ |+ |+

IIT03 Bek

Muxporaarusa

_l’_
+

+
+
IImockoe o +
Por kapma +

«Por kynugoHa»

Bricokoe HEOO

Pacienunaa ryosr u Hé6a

+ |+ [+

PaSI[BoeHI/Ie A3bIYKa

ITonuble HeKU

+

3amaBIiias MepeHoCuIia -

- +

,T_[pyrne AHOMAJUU PA3BUTHUSA U IIOPOKM BHYTPEHHUX OPraHoB

Huskuii Bec mpu posKkIeHNN +

+ -

Koporkas mies

- +

Kudos

+ |+ |+

RaMHTO,ZLaHTI/IJII/Iﬂ

AanHO}IaHTI/IJII/IH -

KonycoBugHasa dopma nmaablieB

Cunpaxtunausa II1-1I1 nanapies Hor

BposkeHHBIN IOPOK CepAIa

+ |+ [+

3aieprKKa pocTa

1 — ontucanue denoruna pedenka ¢ kapuorunom 46, XY, der (18) t (10; 18) (q24; q23) pat; 2 — onucanue peHoruna pebenKa

c kapuorumnom 46, XY, der (18) t (10; 18) (q26; q21.1) pat.
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JIEUeHHBIX B IEPECTPONKY yUYacTKOB XxpoMocoM. Kapuorurm
B mepBoMm ciayuae: 46, XY, der (18) t (10; 18) (q24; q23)
pat, kapuotum Bo BropoM ciayuae: 46, XY, der (18) t (10;
18) (q26; g21.1) pat. Kax BugHO 13 (hopMyJa KapUOTHUIIOB,
B IIEPBOM CJIyuyae OMMCAHA YaCTHUUHAA TPUCOMUS IO 6ojee
MIPOTSIYKEeHHOMY yuacTKy XpomMocoMbl 10, a BO BTOPOM CJIy-
yae ObLI yTepAH GOJIBIINHA YYACTOK XPOMOCOMEI 18.

VuuThIBasg CX0JCTBO CTPYKTYPHBIX II€PECTPOEK, TMEIO-
mueca y npobaHga, KINHAUYECKUe MPUSHAKYU OBLIN COIOC-
TaBJIEHBI C JAaHHBIMU JIUTEPATYPHI (CM. TaOJIHUILY).

Cremyer oTMETUTDH, YTO B KIMHUYECKON KapTUHE BCEX
cJiyyaeB MMEIOTCS 3HAUMUTEJIbHBIE pasanuud. B mepBom
cayuae (PeHOTHMIMUYECKUE MPU3HAKYU BKJIIOYATIUA UEPEIHO-
JuIeBble qu3Mopduu, maTojaoruio ckenera, BIIC, sagepx-
Ky pocTa. Bo BTopoM ciiyuae (peHOTUNIMUECKIE TIPOSABIEHU S
OBLIU MeHee BhIpasKeHbl. Y HAIllero IpobaHaa UMeJuch Kak
OINMCaHHbIE, TAK U He BCTPETUBIIINECS B IPUBENEHHBIX CJIY-
yaax KJINHUUECKUe IpoaBieHnsa. Oco0eHHOCTAMU ABUINUCH
JINTeBbIe aHOMAJINU, TaKKe KaK IIOJHbIe IIeKU U 3allaBIIas
IIePEeHOCHUIIa, a TaKyKe U3MEHEeHUA CO CTOPOHEI I1as (y3Kue
¥ KOPOTKME TJIadHbIe IeJu, HucTarm). B To ke Bpemsd

9TU NPU3HAKU OMUCAHLI MPU AYIIMKAIMUA PA3IUUYHBIX IIO
MPOTSI’KEHHOCTH YYaCTKOB IJMHHOTO ILIeYa XPOMOCOMBI
10. Tak xak (peHOTHUI OmIpe[esideTcsa TOUKAMU Pas3pbIBa,
TO KOMOUWHAIIUSA IIePEeCTPONKY NMeeT KJII0UeBOoe 3HaUeHUe.
Mgpr mpefmosiaraeM, UTO UYaCTUYHAS TPUCOMUSA YyUacTKa
q26—qter xpomocombr 10 urpaer Gojiee 3HAUNMYIO POJIb
B (heHOTUNHNUYECKUX MIPOSABJIEHUSAX B HAIleM HAOJIIOJeHWUH,
yeM Jesenus yuactka q23—qter xpomocomsl 18, uTo coor-
HOCHUTCS C ONIMCAHHBIMU paHee qaHHbIMU [6—8]. s 6Gosee
YETKOTO U MTOJTHOTO OIUCAHUSA BCeX KINHNUECKUX IIPOABIIE-
HUH HeoOXOoAMMO IUHAMHUUECKoe HabJogeHre mpobaHaa B
pasHble BO3PACTHbBIE ITePUOILI.

OueBUIHO, UTO BBISIBJIEHNE CJIyUYaeB CEMEMHBIX Iepe-
CTPOEK XPOMOCOM WMEEeT CYIeCTBeHHOEe 3HaueHUe IJs
MeJUKO-TeHETUYECKOTO KOHCYJIbTUPOBAHUSA CEMEH C TOUKHU
3PEeHUd OLIEHKU M'eHEeTUYEeCKOT'0 IIPOTHO3a U BO3MOYKHOCTE
IpeHaTaAJIbLHON JUArHOCTUKHU. B maHHOM ciyduae CBOeBpe-
MeHHOe I[UTOTeHeTHYecKoe oOcjemoBaHUe pebeHKa II03-
BOJIMJIO TIPABUJIBHO IIOCTABUTHL SUATHO3, BBIABUTH XPOMO-
COMHYIO IIEPEeCTPOMKY y OTIla IpobaHga W OLEHUTH PUCK
IOBTOPHOTO CJIyYas MaTOJIOTHU ¥ IIOTOMCTBA.
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