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Pesiome

Llenblo kn1Hnyeckoro HabnioaeHNsA ABUNOCH OMMCaHUE KIMHUYECKOTO Cyuas COUETaHHOM XPOMOCOMHON aHOManwv y IeBOYKM
C NPeVMyLLEeCTBEHHbIM NOPaXXeHMNEM TONCTOrO KULLEYHMKA.
MaumenTka A, 1 roa. 9 mecaues poaunach HegoHolweHHoh. C poxaeHna obpallani Ha cebs BHYMaHNE MHOXeCTBEHHbIe
CTUrMbI A133mMBpUoreHesa, Nnoxan Npubaska B Bece, OTCYTCTBME CAMOCTOATENBHONO CTYAA, BblpaKeHHOe OTCTaBaHue B Gu-
31MYECKOM ¥ MCUXOMOTOPHOM PasBuUTUK. Mpu NpoBeAEHUM oNNep3IXoKaparorpadumn onpeaenseTca NeBopacnonoXeHHoe
npaBochOPMUPOBAHHOE CepALie (3arpyanHHOE), OTKPBITbIN apTepHanbHbIi MPOTOK, FeMOAMHAMMYECKI He3HAUUMBIIA, Aname-
TPOM OKofo 1 MM. Ha BTOPOM rofly »KU3HU AUarHOCTUPOBAHa XenvekameHHasa 601e3Hb (€AMHNYHbIA KOHKPEMEHT KeNYHOro
ny3bipsa 1,5 MM), 9pO3UBHO-TremMopparnyeckuin racTput, cybatpodrieckiii yoneHOeIHUT, aHOMan1sa pa3suTUA TONCTOrO
KULLEYHMKA ([ONMXOCHIMA, JONIMXOKOSIOH) C KONOAWCKMHE3Mel No runoMoTopHoMy Tuny. Mpr ocMoTpe obpaliatoT Ha ceba
BHMMaH1e MHOXECTBEHHbIE CTUrMbI AM3IMOPUOreHe3a (CKOWEHHDIN 3aTbINOK, M1a3HoM runoTenopusm, 6ombLive, OTTonbI-
PEeHHble YLIHbIE PAKOBUMHbI, KOCOTasNe, MynoYHas rpblxa), BbipaXkeHHasA MblleUHas rMNOTOHUS, BoIPaXeHHOe OTCTaBaHWe
B MCKXO-MOTOPHOM U Gu3myeckom pa3sutun. Ousmyeckoe passutre: AnvHa Tena 70 cm, Macca Tena 6650 r, 3y6oB 8. SDS
pocta—4,5 curmbl, UMT 13,57 kr/m?, SDS —6,12. Tpn npoBeieHn MoneKynapHO-LIMTOreHeTUYeCKOro NCCeoBaHIA y MaTepu
npobaHza BbIABNEH HOPMAbHbI XEHCKUI KapyroTum, y npobaHaa — aHoManbHbIi KaproTin 46, XX, der (21) t(4;21)(g31; g22)
pat, y 0TUa NauMeHTKN — HOPMasbHbIA My>KCKOW KapuoTun ¢ cbanaHcupoBaHHo TpaHcnokauyeit 46, XX, 1(4:21)(q31: g22).
Y pebeHKa BbiABNEHa XPOMOCOMHAA aHOMANWA: YaCTHYHAA TPUCOMMUA g-Neya 4 XPOMOCOMbI, B pe3yibTaTe TpaHCNOKaLmK
MEX Y XPOMOCOMaMM 4 1 21 OTLIOBCKOTO NPOUCXOXKAEHUSA. TaknM 006pa3oM, NaLMeHTKa UMeeT HecbanaHCMpOBaHHbIA KaproTun,
EDN: XIQBTX 06yCNaBAVBAIOLINIA KTUHUYECKYIO KAPTVHY, XapaKTePU3YIOLLYIOCA BblPaXKeHHOM 3aA€PKKOI NCUXOMOTOPHOTO ¥ GU3NUYECKOro
Pa3BUTKA, MHOXECTBEHHbBIMY CTUTMaMU AM33MOPHOreHe3a 1 MOPOKamMm TONICTOTO KULWEYHUKA.

KntoueBble c10Ba: XpOMOCOMHaA aHOManus, Aeneuus, LynnKauys, NopoKmu Pa3BnTus TONCTOrO KMLEUYHNKA, AONVXOKOMOH,
JONNXOCMIMa

KoHbAMKT HTepecoB. ABTOPbI 3aABNAIOT 00 OTCYTCTBIM KOHPNMKTA MHTEPECOB.
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Summary

The purpose of the clinical case was to describe combination chromosome abnormaliries in girl with malformations of the
large intestine.

Girl A, 1,9 year old was born prematurely. From birth, multiple stigmas of dysembriogenesis: poor weight gain, absence of
an independent stool, marked delayed physical and psychomotor development attracted attention. During doppler echo-
cardiography, a left-sided right-formed heart (chest), an open arterial duct, hemodynamically insignificant, with a diameter of
about 1 mm is determined. In the second year of life, cholelithiasis was diagnosed (a single gallbladder concretion of 1.5 mm),
erosive-hemorrhagic gastritis, subatrophic duodenoejunitis, an anomaly of the development of the large intestine (dolicho-
sigma, dolichocolon) with hypomotor-type kolodiskinesia. During the examination, multiple stigmas of dysembriogenesis
(obligue occiput, ocular hypotelorism, large, protruding auricles, strabismus, umbilical hernia), marked muscular hypotension,
marked delayed physical and psychomotor development attract attention. Physical development: body length 70 cm, body
weight 6650 g, teeth 8. SDS height —4.5, BMI 13.57 kg/m2, SDS -6.12. A molecular cytogenetic study revealed a normal female
karyotype in proband’s mother, an abnormal karyotype 46, XX, der (21) t(4;21)(q31; g22) patin proband’s mother, and a normal
male karyotype with a balanced translocation 46, XX, t(4:21) in the patient’s father(q31: g22). The child has a chromosomal
anomaly: partial trisomy of the g-arm of chromosome 4, as a result of translocation between chromosomes 4 and 21 of paternal
inherited. Thus, the patient has an unbalanced karyotype, which causes a clinical features characterized by the marked delay
in psychomotor and physical development, multiple stigmas of dysembriogenesis and malformations of the large intestine.
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YBenudenne KonuyecTsa feTeil C BpOXKAEHHBIMHU aHO-
Manusamu pasButys (B Poccyn sa nepuop 2000-2019 rr.
B 1,8 pa3) cBUMeTENBbCTBYET 006 aKTyaTbHOCTH U3Y-
YeHUsI HacJeICTBEHHDbIX 3a00/IeBaHMIT U COCTOSHUIA,
ACCOLMMPOBAHHBIX C OTK/IOHEHUAMM B reHOMe [1].

XpomocoMmHble abepparnuu (aHOMaauM, mepe-
CTPONIKNM) — MyTalluM, U3MEHAIOIE CTPYKTYPY
XpomMocoM. K cTpyKTypHbIM aHOManuAM OTHOCAT
Tenenu U By KAy XpoMocoM. [lenenun, Hymim-
KAl U MX COYETaHU A IPUBOJAT K TAaK Ha3bIBa€MbIM
HecOaTaHCUPOBAHHDBIM IIePeCTPOIIKaM ¥ aHOMA/IbHO-
My penorumny. Jynamkanus 4acT XpOMOCOMBI IIPU-
BOJIUT K YaCTUYHOI TPUCOMMUM; fieTeI M — YaCTUYHOIA
MOHOCOMMUM. AYTOCOMHBIE JleNIEIINY BCTPEYAI0TCA
¢ yactoToit 1 Ha 7000 >XMBBIX HOBOPOXJJEHHBIX

M MOTYT 3aTparuBarh mobble xpoMocoMsl (B. I'yTT™MaH
C COaBT., 2004).

ITnop ¢ monHoI fenennei XpoMoCcOoMbl 21q OTH-
6aeT 10 MM BCKOpe IIOCTIE POXKJEHMS, CIydan C 4a-
CTUYHOJ XPOMOCOMHOII Jie/lel el MMET 1y YUIyIo
O0XUJJaeMYI0 IPONO/DKUTENIbHOCTb XXU3HU. YacTu4uHas
e/eL s XpOMOCOMBI 21q IIPUBOAUT K HOMUMOP UMY
KIMHNYECKUX NTPOABIEHNI, K KOTOPBIM OTHOCATCS:
3ajlep>KKa BHyTPUYTPOOHOro pocTa, MUKpoLedanns,
HI3KOE€ PacIloNIoXKeHMe YIIHBIX PAKOBJH, BpOXK/I€HHbIE
IIOPOKM Cepylia, CYROPOry, yMCTBEHHAA OTCTaNOCTbh,
3aJlep)KKa pe4eBOro pasBUTUA, AUCIIIA3YA MO3OIN-
CTOro Tena. bonbMIMHCTBO menennit 21q cogeTarwT-
Cs C [PYTMMY XPOMOCOMHBIMM aHOManusmu [2, 3].
Ietu ¢ Tpucommeit 4q po>kIal0TCA ¢ IpeHaTaNbHO
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rurnonasueii (CcpefHsA Macca Tesa okono 2600 r.) mpu
IpaKTUYeCKY JOHOIEHHOI 6epeMeHHOCTH. [/ TaKuX
IALMIEHTOB XapaKTePHbl YMCTBEHHAaA OTCTAJIOCTh,
MUKpoliedanus, CKOIEHHBII 7100, TUIIepTeNT0pU3M
COCKOB, 3TIMKaHT, aHTVMOHTOJION/JHBIII paspes I1as,
HU3KO PaCIO/IO)KEeHHbIe KPYIIHbIE YIIHbIe PAKOBUHBDI,
«KapHuil poT», MUKPOTMATNA, KOPOTKas Iles, Mbl-
IIeYHas TMIOTOHMA, OTE€YHbIE CTOIIBI, TUIIEPTENIO-
PU3M COCKOB, AMCIIa3nsA Ta300eIpeHHOro CyCTaBa,
KpunTopxusM. CrenyudnuyeckyMu Ipu3HAKaMU AB-
NAOTCA: «GUTATaNn3anusAa» I manpna (T.e. 60MbIION
Iasiel] He IIPOTUBOIIOCTAB/IAETCA BCEM OCTaIbHbBIM),
yABOEHMeE, TUIIOIIa3MM MM aTiasuy I manpia KucTu.
ITpu Tpucomueit 4q B IIOTIOBMHE CTy4aeB BCTPEYAIOTCSA
pasHOOOpasHble BPO>KAEHHBIE IIOPOKM Cepflla, KPyII-
HBIX COCYZI0B, B 30% — BpOXX/IeHHBIE TIOPOKM ITOYeK
(rupponedpo3s, runonIasus, MCTONNM Io4eK). Pexe
BCTPEYAIOTCA MOPOKM FOIOBHOTO MO3ra (Ipo33HIe-
danus, rugponedanus) u KuledHnKa (HaIpumep,
60nesup ['mpuinpyHra) [4, 5]. JledeHre XpOMOCOMHBIX
aHOMaJINii He pa3paboTaHO, IPOTHO3 3aBUCUT CTEIICHU
TSAKECTU IIOPOKOB Pa3BUTHUA BHYTPEHHUX OPTaHOB.

IIpencraBnsaemM pefkuii ciydail CO9eTaHHONM XPO-
MOCOMHOJT aHOMaJIVY Y IeBOYKM C MHOXKECTBEHHBIMU
HOpKaMM PasBUTHA IIPEMMYIeCTBEHHBIM IIOPakKeHN-
€M TOJICTOTO KMIIeYHMKa.

MaumnenTKa A., 1 roxn. 9 mecaues. YKano6sl: Ha 110-
XyI0 IpUOaBKY B Bece, OTCYTCTBUE CAMOCTOSATE/IbHOTO
CTy/Ia, OTCTaBaHue B PU3MYECKOM U ICUXOMOTOPHOM
pasBuTUM. Pe6eHOK pOAIICSA OT HEKPOBHOPOJCTBEH-
Horo Opaka, oT 1 6epeMeHHOCTH, IpOTeKaBILIeil Ha
¢ome deTo-mIaIIeHTAPHON HEFOCTATOYHOCTY, AHEMUN
6epeMeHHBIX, KeT4eKaMeHHOII 60/Ie3HI, XPOHITYECKO-
IO Ka/JbKy/Ie3HOTO XOneucTuTa. Pomsl mpexpespe-
MeHHbIe IIPU CPOKe TecTauuu 29 HefleNb, B TOIOBHOM
Impenexxanny, nyrem onepanuu Kecapeo cedenne
B 9KCTPEHHOM IopsAjKe. Pofyiack B cOCTOAHNY yMe-
peHHOI achuKCUM, C OLIEHKOI 110 mKane Anrap 4/5/6
6a10B, c Maccoli Tena 980 I'PaMMOB, IJINHOM Tena 37 M,
OKPY>KHOCTDIO TOIOBBI 25 CM., OKPY>KHOCTBIO TPYAM
22 cm. C mepBbIX CYTOK /IeBOYKA HAXOZIM/IaCh Ha ITapeH-
TepaJbHOM IMTaHNUM, B CBA3M Pa3BUTIEM JUCKMHE3UN
JKETyJOYHO-KMIIEYHOTo TpakTa. HeomHOKpaTHO KOH-
CY/IBTUPOBAaH BPauOM-/IeTCKUM XVMPYProM Ha IIpeMeT
0CTpOIt abOMIHAIBHOI MATOMOI UM, KOTOpas Obla
uckmodeHa. Ha mepBoM MecsIie )KM3HY ObLI IOCTaB/IeH
nuarHo3: ['mnocomus I11. SHuedanonarns nepuHa-
TajlbHasA, CHHAPOM JABUTAaTe/IbHBIX HAPYIIECHWIT, CUH-
IpoM runepBo3dysuMocTy. [locTHaTaIbHa s TUIIOTPO-
¢us. Ilynovnas rpeixa. BpoxxpeHHbI HOpOK cepaLa:
OTKPBITBII apTepuaNbHbI NPOTOK. PeTnHOMaTNA CeT-
yaTkyu. bpoHXomeroynas gucrniasyus, XpoHnyeckas
AbIXaTebHasd HeJOCTATOYHOCTD 2.

C mepBOro roja >KU3HM HaOI0gamach CKygHas
IVMHaMUKa aHTPOIIOMETPMYECKIX ITOKa3aTeelt u UxX
AMCIIPONOPIIIOHANTBHOCTD. B BodpacTe ofHOrO Mecs1a
Macca Tena coctasisaa 1375 rpamum (+ 395 rp), poct
40 cM (6e3 fMHAMMKM), OKPY>XHOCTD TONIOBBI 27 CM
(+ 2 cm), okpy>xHOCTB IpyAu 27 cM (+ 5 cM); B iBa Me-
csna Macca tena 1665 rpamm (+ 290 rp), poct 40 cm;
B Tpu Mecsina macca tena 2060 rp (+ 395 rp), poct
40 cM, OKpY>XHOCTb rooBbl 31 cM (+ 1 cM), OKpyx-
HoCTb Tpyan 30,5 cM (+ 1 cm). ¥ pebeHKa ¢ poxeHmst
OTCYTCTBOBAJI CAMOCTOSATE/NbHBIIL CTY/ (CTYN HOCIIE
CMabuTeNbHbIX M K1I13Mbl). Haxoannach Ha CMellIaHHOM
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BCKapMauBaHuu. B Bospacre 1 roga 8 mecAnes cTa-
JIa OTKa3bIBaTbCA OT e/ibl (KpOoMe CMeCH), IOsIBUIACh
pBOTa IOC/Ie KaXKAOTO Mpuéma nuiy (KpoMe CMecu).
O6cneoBana aMOyTaTOPHO, AMATHOCTMPOBAHA XeTde-
KaMeHHas1 60/1e3HD (€A HMYHBII KOHKPEMEHT >KeTIHO-
ro my3bIpA 1,5 MM), BBIABIECHBI IPU3HAKY HapyLIEHN A
MOTOPHO-3BaKyaTOPHOI QYHKUNM JKeTyAKa, B IPO-
cBeTe XeMyIKa olpefie/iAeTCA TUIIepIXOTeHHasA INHel -
Has CTPYKTypa o Tuiy xopgbl. IlocTasien guarsos:
YacTuyHasA KMleyHass HempoxoaumocTb. Hemonnas
MeMOpaHa Xenypka. Pogurenn oT rocnutanmusanun
B JIETCKMI XUPYPIrUIECKUI CTAMOHAP OTKAa3a/IUCh.

B Bospacre 1 roga 9 MecA1eB HAXOAM/IACh Ha [JHEB-
HOM CTaljIOHapHOM 00CTIe[JOBAaHUY B JeTCKOI XUPYP-
rudeckoit knuHuke. [Ipu o6cnegoBanmm nMopTBep-
IVJICS IMATHO3 JKeTIeKaMaHHO 60/Ie3HM, HasHAYeH
Iperapar ypcoyie30KCUX0MIeBO KICIOThI B CyCIIEH3MA.
ITpu pubporacTponyoneHOCKONM BbLAB/ICHA KaPTHHA
9PO3MBHO-T€MOPPATNIecKOro racTputa 1 cybarpodu-
YeCKOT0 AYO[IeHOCIHNTA; IpK uppurorpadum — aHo-
MaJIiisi pasBUTHS TOICTOTO KMIIEYHMKA (ONMUXOCUTMA,
IOIXOKOJIOH) C KOTIOJYICKIHEe3Hell 10 TUIIOMOTOPHO-
My tuy. IIpu mpoBefeHMH JOIIEpaXOKapAorpaduu
BBISIB/IEHO JIEBOPACIIONIOXKEHHOE IIPaBOCHOPMIUPOBAH-
HoOe cepiLie (3aTPyAVIHHOE), OTKPBITBIN apTepyaTbHbII
NIPOTOK, TeMOAVHAMIYeCK) He3HAYVIMBIIf, AIaMeTPOM
0KOJIO 1 MM.

O6paTunuch Ha KOHCY/TbTAINIO B KIMHUKY TOCIIN-
TaJIbHOM NeMATPUM YHUBEPCUTETCKON KIMHIYEeCKO
6onpHuIel Ne 1 um. C.P. Muporsopuesa CITMY um.
B. V1. Pa3yMOBCKOTO C LI€/IbI0 YTOYHEHNA AMATHO3A.
ITpu ocMoTpe obpaijaoT Ha ce6s1 BHUMaHMe: OT-
KPBITBIN 60/bIIOI POMHMYOK, CKOLIEHHBIN 3aThI/IOK,
VIIHbIe PAaKOBWHBI OO0JIbIIINE, OTTONBIPEHHDIE, T71a3-
HOJI TMIIOTE/IOPU3M, KOCOTIasne, o 6o TMHUN
JKMBOTA MaJbIIMPYETCA IPhIXKeBOE BhINAYMBAHUE,
BBIpa>kKeHHasl MblIlIeYHas TUIIOTOHMSA, peOeHOK He
Tep>KUT TOTIOBY, HE CUAUT, He roBoput. Gusmdeckoe
pasBuTue: giyuHa tena 70 cM, Macca tena 6650 T, 3y6OB
8.SDS pocra—-4,5 curmer, VIMT 13,57 xr/m?, SDS -6,12.
Pusnyeckoe pasBUTHE OYEHb HU3KOE, BBIPA>KEHHBIN
mebuuuT Macchl Tena. Pe6eHOK MOMyyaeT CLieXXeHHOe
TPYAHOE MOJIOKO, ICKYCCTBEHHYIO CMeCh, OI0fja IIpu-
KopMa 1 psp 6mof ¢ ob1ero crona (Kauy, ThIKBeH-
HOe, KabauKoBOe II0pe, MACHOE II0pe, COKM, KUCIIO-
MOJIOYHbIE IPORYKTHI 1 pyrue). [Ipyu ayckyapranun
cepiLia BBICAyMINBaeTCsd PYHKIMOHANTBHBIN LIYM
B Touke BorkuHa-Op6a. JKusor yBenndeH B o6beMe,
TeYeHb U cefle3eHKa He yBenudeHbl. CTyn moce npu-
eMa C/1abMUTe/IbHBIX U KAM3MbL. HapysKHble I0/IOBbIE
OpraHbl Pa3BUTHI I10 KeHCKOMY Tu1y. O61acTb moyex
He M3MeHEeHa, MOYelCIIyCKaHJe He HapyLIeHO.

ITanueHTKe 1 ee poAUTENAM NPOBENEHO Kapuo-
TUNMPOBaHME U NOTHOTEHOMHOE CEKBEHMPOBaHMe
IOHK, y matepu npo6aHja BbIAB/IEeH HOPMaJIbHBIN
JKEHCKMIT KapUMOTHII, ¥ IPOOaH/a — aHOMAa/IbHBIIT Ka-
puotun 46, XX, der (21) t(4;21)(q31; q22) pat, y oTua
IaIVIeHTKY — HOPMaJ/IbHbIII MY>KCKOJ KapMOTHII C chHa-
JTAaHCUPOBAHHOI TpaHcoKaryeit 46, XX, t(4:21)(q31:
q22). Y pebeHKa BBIAB/IEHA XPOMOCOMHas aHOMa-
NI YaCTUYHAs TPUCOMMUA -TI/Ieda 4 XpOMOCOMBI,
B pe3ynbTaTe TPAaHCIOKALMUMI MEXITY XPOMOCOMaMMI
4 n 21 oTyoBcKoro npoucxoxpenns. Ilonydensr
TaHHbIE B [I0/Ib3y Ha/IM4M IPOTAKEHHON Aenennn
y4acTKa XpOMOCOMBI 21 ¢ IpMMepHBIMU TPaHULIAMU
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43412982-46695983 u pasmepom 3283001 HyKmeoTH-
TOB, KOTOpas 3aXBaTbIBaeT obmnactp 130 reHos, 18 us
KOTOPBIX AB/IAITCA MOPOUAHBIMI. TaKsKe MOy YeHbI
TaHHBIE B I10/1b3y Ha/IMYMA NPOTAXKEHHON AYIIIMKA-
LMY y9aCTKa XPOMOCOMBI 4 C IPUMEPHBIMMI TPaHU-
namu 139149554-186329555 u pasmepom 47180001
HYKJIEOTUJIOB, KOTOpas 3aXBaTblBaeT obmacTb 386
Te€HOB, 43 13 KOTOPBIX SABIAIOTCA MOPOUIHBIMU.
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