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Knununueckuii cnyyait / Clinical case
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Pestome

Cunppom Warkany, unm mosauumsam Tpucommum 8 (T8M), — 3T0 OnMCaHHAs XPOMOCOMHAs aHOManus C PacyeTHOW 4acToTon
ot 1:25000 go 1 :50 000 poxaeHwit, KOTOpas yalle BCTPEYAETCS Yy MYXUMH, 4eM Yy xeHWMH (5 : 1). B nepuHaTanbHbIi LeHTp
HMWLL umenn B.A. AnMazoBa nocTynuna xeHuwmHa 28 net Ha cpoke HepeMeHHOCTH 39 Hefenb C OTATOLWEHHbIM COMAaTUYEeCKUM
aHamMHe30M. bepeMeHHOCTb HacTynuna Npu NOLAEPXKKE BCMOMOraTeNbHbIX PENPOAYKTUBHbLIX TEXHONOTMUIA: SKCTPaKOpnopanbHoe
OMNOLOTBOPEHME MO MPUUMHE MYXKCKOro hakTopa, BbIpaXKeHHOM TepaTocnepMuen M acTeHOCNepPMMUEN, BbI3BaHHOW MepeHeceH-
HbIM B AETCTBE MapOTMTOM. AHTEHATaNIbHO AMATHOCTUPOBAHbLI MHOXECTBEHHbIE BPOXAEHHbIE MOPOKM Pa3BUTUS NNOAA: areHe3uns
MO30/IMCTOr0 Tena, TPMBEHTPMKYASAPHas ruapouedanus, makpouedanus, ABYCTOPOHHUIA ypeTeporMapoHedpos, Merauucruc.
Cynpyru KapuMoTMMMPOBaHbI, KapMoTUNbI 46, XX — HOPManbHbIA XEHCKUHA, U 46, XY — HOpPManbHbIA MYXCKOW. [0 pe3synbratam
Kapuorpammsl kapnotvn nnona 46, XY — HopManbHbIi My ckoi. C nepBbix CYTOK XM3HM y pebeHKa — KNMHUYEeCKue anunentuye-
CKMe MMONOHUYECKME reHepann3oBaHHble NpUCTynbl. [0 pe3ynbTaTy MccnenoBaHUs NOATBEPXKAEHO HANMYME NMOPOKAa Pa3BUTMS
roNIOBHOrO MO3ra, AedeKT MeXOKenyAo4KOBOW Meperopoaku, ABYCTOPOHHWIA ypeTepornapoHedpo3 C pacllMpeHMeM YalleyHo-
NOXaHOYHOWM CMCTEMBI M MOYETOYHMKOB. B Bo3pacTe 28 fHel B CBS3M C MMEIOLMMCS HeporeHHbIM HapylweHneM dyHKLMU Moye-
BOro My3bips Ha GoHe GUKCMPOBAHHOIO CMMHHOIO MO3ra C LEeNbl MOCTOSHHOrO OTBEAEHMS MOYM BbIMOSHEHA BE3MKOCTOMMS.
MpoBeneHa AMArHOCTMYECKas Nanapockonus: B MpaBoi MOAB34OWHOM 0bnactv obHapyxeHo obpa3oBaHWe AMaMETPOM 2 CM,
npeancTasnsiollee coboM AMBEPTUKYNSAPHO-KMCTO3HOE YABOEHWE MOAB3AOLWHONM KUWKKW. [Tpou3BeaeHa KAMHOBUAHAS pe3ekuus
OCHOBaHWS OMBepTUKy/a. BbinncaH LOMOW B yAOBNETBOPUTENBHOM COCTOSIHMM B BO3pacTe 2 MecsueB. B pesynbrate kapuoTtunu-
pOBaHWS HOBOPOXAEHHOrO MonyyeH pesynbtat mos47, XY, +8[7]/46, XY[9] — M0O3anyHbIii BapnaHT TPMCOMUM MO 8- XpPOMOCOME.
Mo3anuusm TpucoMmn 8 — penkas XxpoMOCOMHas aHoManus. ONMUCaHHbIA HaMK KIMHUYECKUIA ClyYait XapaKTepusyeTtcs coyeTa-
HUEM pSaa THKENbIX BPOXKAEHHbIX MOPOKOB, O KOTOPbIX paHee He co0bLLanock. 3T0 NepBbii 3aPUKCUPOBAHHBIN CyYait pOXAEHMS
pebeHka C TpMcomMuen no 8- XxpoMocome nocae NpoBeAeHWs BCMOMOraTeNbHbIX PENPOAYKTUBHbBIX TEXHOMOMMI: 3KCTPaKopno-
panbHOro OM0A0TBOPEHMS.
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Abstract

Varkani syndrome or trisomy 8 mosaicism (T8M) - is a described chromosomal anomaly with a frequency of 1 : 25,000
to 1 : 50,000 births, which is more common in men than in women (5 : 1). In the Department of Pediatric Surgery at Almazov
NMRC, a 28-year-old woman was admitted at 39 weeks’ gestation with a aggravated somatic history. Pregnancy occurred with
the support of auxiliary reproductive technologies: extorporepical fertilization due to the male factor, overpermation and
asthenospermia caused by mumps transferred in childhood. Antenatally diagnosed: multiple congenital malformations of the
fetus: agenesis of the corpus callosum, triventricularhydrocephalus, macrocephaly, bilateral ureterohydronephrosis; megacystis.
The spouses were karyotyped, karyotypes 46, XX — normal female and 46, XY - normal male. According to the results of the
karyogram, the fetal karyotype is 46, XY - normal male. From the first day of life, the child has clinical epileptic myolonic
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generalized attacks. According to the results of the study: Neurosonography confirmed the presence of a malformation of the
brain. Echocardiography: Ventricular septal defect (VSD). Ultrasound of the abdominal organs revealed bilateral ureterohydro-
nephrosis with expansion of the pelvicalyceal system and ureters. At the age of 28 days, due to the existing neurogenic dis-
order of the function of the bladder against the background of a fixed spinal cord in order to constant urine, vesicostomy is
performed. Performed diagnostic laparoscopy: in the right iliac region spreads education with a diameter of 2 cm, which is
a diverticular-cystic doubling of the ileum. A wedge-shaped resection of the base of the diverticulum was performed, the oper-
ation was completed by vesicostomy. Discharged home in a satisfactory condition at the age of 2 months. As a result of karyo-
typing of the newborn, the result mos47, XY, +8[7]/46, XY [9] was obtained - a mosaic variant of trisomy on chromosome 8.
Mosaicism of trisomy 8 rare chromosomal anomaly. The clinical case described by us is characterized by a combination
of severe congenital defects, which were not previously reported. This is the first time of the birth of a child with a trisomy
of 8 chromosome after auxiliary reproductive technologies: extracurporeal fertilization.

Keywords: trisomy8, Syndrom Warkany, newborns, ureterohydronephrosis, diverticulum, ileum
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BBELOEHME

CuHgpom Warkany, uan mosanumsm tpucommu 8 (T8M), —
3TO OMWCaHHAs XPOMOCOMHas aHOManus C pacYeTHOM YacTo-
Tor or 1 : 25 000 po 1 : 50 000 poxaeHui, koTopas valle
BCTPEYAETCH Y MYXUMH, yeM y xeHwwmH (5 : 1) [1]. MNonHas
Tprcomums no 8- XpomMocoMe 06bIYHO MPUBOAUT K J1€TaNIbHO-
My Mcxopay, 4to npomcxoamT B 0,8% CnoHTaHHbIX NoTepb bepe-
MEHHOCTM B MEPBOM TPUMECTPE, HO T8M MMeeT Ype3Bbl4alHO
M3MEHUYMBbIA (DEHOTUM, KOTOPbIA BapbMPyeT OT BHELLUHE HOp-
ManbHbIX Noaen 6e3 Kakux-NTMBOo OTKINOHEHWI A0 TSXKENoW
CTeneHu NopokoB pas3suTua [2]. Yactota T8M ouveHb HM3Kas,
M 00 cux nop 6bino 3apernctpupoBaHo okono 120 cnyvaes
C Pa3nMYHbIMKU KIIMHUYECKMMM nposBneHuamu [3]. DeHo-
TUNMYECKME M3MEHeHMS npu T8M BKIOYAOT aHOMasnbHoe
JINLO, CHUXKEHHYIO MOLBUXXHOCTb CYCTaBOB, Pa3/INYHble aHOMa-
NIM NO3BOHOYHUKA M pebep, aHOMaNMM a3, KAIMNTOAAKTUNIO
n rnybokue MOLOLWBEHHblE M NAJOHHblE CKNagku. fnybokue
NOAOLWBEHHbIE CKNAAKM — CaMbli MATOTHOMOHWYHbIA CUMMTOM
Mo3auumsma Tpucommmn 8. Mbl coobliaemM o Ciyvyae HOBOPO-
XXOEHHOrO Masbumka, POAMBLLEr0Cs B HALLEM LIEHTpe C MHOXe-
CTBEHHbIMM NOPOKaMK pa3BUTUS. MiccnenoBaHne ero KapuoTu-
na NokKasano Mo3amumsm Tpucommm 8.

KNTMHUYECKUIA CNTYYAN

B nepuHatanbHbit ueHtp HMUL, umenn B.A. Anmasosa
nocTynuna >XeHwmHa 28 NneT Ha Cpoke 6GepeMeHHOCTU
39 HeLe/b C OTArOLWEHHbIM COMAaTUYECKMM aHaMHEe30M (BTO-
puYHas MMMyHHas TpombouuTonenms ¢ 2016 r., AUCKMHE3US
YKENYEBbIBOAALUMX MYTEN MO TMNOMOTOPHOMY TWMy) B CBSI3K
C MpeHaTanbHO [AMArHOCTMPOBAHHBIMU MHOXECTBEHHbIMU
BPOXAEHHbIMU MOPOKaMWU Pa3BWUTUS MIOAA: areHe3us M0o30-
NNCTOTO Tena, TPMBEHTPMKYASpHas ruapouedanus, MakpoLe-
danus, OBYCTOPOHHMI ypeTepornapoHedpos, Meraumctmc.
M3 aHaMHe3a M3BeCTHO, YTO HepeMeHHOCTb HacTynuna npu
noanepXKKe BCMOMOraTeNibHbIX penpOAYKTUBHbIX TEXHONOMMIA:
3KCTpakopnopansHoe onnogoteopeHue (BPT 3KO) no npuun-
He MYXCKOro @akTopa, BbIpaXEHHOM TepaTocnepmuen

M acTeHOCNepMMUEN, BbI3BaHHOW NepeHeceHHbIM B AeTCTBe
napoTtutoM. Cynpyrm KapuoTMnMpOBaHbl, KapuoTunbl 46, XX —
HOPMarbHbIA XEHCKUIA, U 46, XY- HOPManbHbIA MYXCKOM.
NepBbit pebeHOK B AaHHOM CEMbE 334aT Tak e npu NoMoLUM
BPT 3KO, 310 380poBbIfi Manbimk 2,9 roga Ha MoMeHT cbopa
reHeanorMyeckoro aHamHesa. lMepen MMNAaHTaLMen HacTos-
et 6epeMeHHOCTH He OblNo NPOBeAEHO NpeauMMIaHTaLM-
OHHOE reHeTUYecKoe TeCTUpoBaHue Ha aHeynnonaum (MIT(A))
3MbBpuroHa. Ha nepBoM KOMBMHUMPOBAHHOM CKPUHWMHIE Bbinn
0BHapyXeHbl MapKepbl XPOMOCOMHOM Natonorm nnoaa (ynib-
TpassykoBble TBIM 5,00 MM u 6uoxummyeckne PAPP-A
0,389 MoM), 4yTo CTano MokasaHWeM K MPOBEAEHUIO MpeHa-
TaNlbHOM AMArHOCTUKM XPOMOCOMHbIX Bone3Heln nyTtem acnu-
paLum BOPCHMH XOpUOHA Ha Cpoke BepeMeHHOCTH 13 Hepenb.
Mo pe3ynbraTaM KapuorpaMmbl kapuotun nnofa 46, XY -
HOPManbHbI MYXCKOW. Ha TpeTbeM CKpWHWHIE BbISBNEHbI
MHOXECTBEHHbIE BPOXAEHHbIE MOPOKM Pa3BUTUS NaoAa: are-
He3Ms MO30ANCTOrO Tena, TPMBEHTPUKYNSPHAs rnapoLedanus,
Makpouedanus, LBYCTOPOHHUIA ypeTepornapoHedpos, Mera-
umctmnc. Ha cpoke 13 Henenb B 04HOM U3 (efepasibHbIX LeH-
TpoB npoBeaeHo MPT ronoBHOro Mo3ra mnoAa, Ha KOTOPOM,
CO OB poaMTenei, He OOHAPYXEHO rpybbIX W3MEHEHWH,
M PEKOMEHJ0BaHO NPONOHTMPOBaTb GEPEMEHHOCTD.

Ponbl Il cpoyHble onepaTuBHbIe (MyTEM KecapeBa CeveHus)
B 39 2/7 Hepenb. Macca Tena npu poxaernun 4 150 r, onvHa
Tena 57 CM, OKPY>XHOCTb ronoBbl 39 CM, OKPY>XHOCTb Fpyau
37 cM. OueHka no wkane Anrap 7/8 6annos. PecnupatopHas
nognepxka npu poxaernun: CPAP mackon ¢ FiO2 0,21 B Teve-
HWe 5 MUHYT B CBS3M C HApYLIEHHOM MEXaHUKOM AblxaHus. [1pu
ocMOTpe pebeHka Ha cebs obpallaeT BHMMaHMeE Macca Masblx
aHOManui pasBUTUS: HU3KUIA POCT BONOC, KOPOTKME a3Hble
Wenun, AONOMHUTENbHASA LWeNRHas CKNagka, KpblIOBUAHbIE
CKNAAKW LWen, roTuyeckoe HEBO, AMCMNACTUYHbIE HUM3KO pac-
MONMOXEHHblE YLIHble PaKOBMHbI, MonepeyHas 6oposaa
Ha NafoHW, TMNONNA3MPOBAHHBIE MbILWLbI N3AOHEN, KIIMHO-
LaKTUAMS 2 NanbLeB KMCTEW, Cy)XeHHAs YKOPOYEHHAs rpyaHas
Knetka, AedopMupoBaHHble (anaHra M HOrteBas naacTMHa
2-ro nanbLUa MpaBOM CTOMbl, Y3KWMe Mae4u, NpoKCMManbHas
rMnocnaams, KpUNTopxmsm € ABYX CTOPOH.
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C nepBbIX CYTOK XM3HM Yy pebeHKa — KIMHWYeCKMe 3nu-
NenTU4ecKne MMONOHUYECKME reHepanm30BaHHble MPUCTYMbI,
B CBS3M C YeM MepeBefeH B OTAeNEHNE peaHUMaLmu, rae Ha
¢doHe narnodepana CyLoporM KynupoBaHbl. HerpocoHo-
rpadus NoaTBepAMAa HanMuMe NopoKa pasBUTUS FONOBHOMO
MO3ra, A1 YTOUHEHUS XapaKTepa NOPaXeHNs peKOMeHA0Ba-
Ho MPT. Oxokapaunorpadus — HesHauMTeNbHOE paclunpeHne
neBbIX kamep cepaua. [JedekT mMexokenynoukoBOM nepero-
pogku (OMXI) nepumMeMOpaHO3HbIN, YACTUYHO MPUKPLIT
CTBOPKOM TPUKYCNMAANLHOTO KnanaHa, AedekT B OCHOBaHUM
9 MM C BbIxogoM no notoky 41 + 2 mm. CkopocTb Ha JAMXTI
3,8 M/c, rpapgmeHT 59 Mm pt. ct. Op/Qs: 1,8/1. OcMoTpeH Kap-
[IMONOroM, Ha3HayeHa MOCTOSIHHAs LMypeTMyeckas Tepanus
BEPOLIMUPOHOM W TUMOTMA3MAOM, PEKOMEHA0BAHO oOnepa-
TUBHOE NleYeHne Nopoka B Bo3pacTe 3-6 MecaueB. TaXeCTb
COCTOSIHUS Bblna 06YyCNoBNEHa AbIXaTeNbHOM HeAOCTaTOYHO-
CTblO B CBSI3U C MHTEPCTULMANBHBIM NIErOYHbIM 3360n1eBaHu-
eM Ha (QOoHe BPOXAEHHOro MOpoKa CepAua, He UCKYancs
LeHTpanbHbI reHes, nobouHbliM 3ddekT narntodepana.
C 1-ro Mecsiua XM3HU — Ha CaMOCTOSTENBHOM [bIXaHWM.

Mo AaHHLIM ynbTpa3BykoBOro uccnepgosanus (Y3U) opra-
HOB OPIOLWHOM NOMOCTU MOATBEPXKAEHO HANMYME OBYCTOPOH-
Hero ypeTepornapoHedpo3a C BbIPAKEHHbIM paCLUMPEHUEM
4alleYHO-I0XaHOYHOM CUCTEMBI M MOYETOYHUKOB C 0benx
ctopoH D > S, UCTOHYeHWeM napeHxmMbl [0 4-5 MM, MoyeBoOW
My3bIpb C TONCTbIMU CTEHKAMM, 3aN0L03PeHa UHDpPaBe3nKab-
Has 0OCTPyKLMS, YCTAHOBNEH MOCTOSHHbIMN MOYEBOM KaTeTep
Mones 6 Ch,yepes Henento 3amMeHeH Ha kateTep 8 Ch, Ha 3ToM
dboHe oTMevancs xopowwui auypes, npu nposenerHun Y3N
B OMHaMuKe OTMeYanocb COKPALleHWE Pa3MepoB YalleyHo-
NOXaHOYHbIX KOMMNEKCOB M MOYETOYHUKOB C 06EMX CTOPOH.

Mpn npoBeneHnn MPT ronoBHOro, CAMHHOIO MoO3ra
1 BPIOLLHOM NONOCTM BbISIBIEHbI areHe3ns MO30MCTOro Tena,
TPUBEHTPUKYNSpHas rugpouedanus (puc. 1); KOHYC CMUHHOIO
MO3ra Ha YpOoBHe BepxHero kpas L3, cMHapoM GuKCHpoBaH-
HOro CMMHHOrO Mo3ra (puc. 2); ypetepornapoHedpos ¢ AByxX
CTOPOH, NPW 3TOM KOPTUKOMEAYNnapHas gudbdepeHumposka
MOYEYHOM MapeHXMMbl COXPAHEHa, CNpaBa C UCTOHYEHMWEM
[0 4-7 MM (puc. 3). be3s yeTKol opraHHOM NPUHALNEXKHOCTU:
abooMMHanNbHOE MpaBoe HeonycTMBLUEeCsS AMYKO?, Aynnu-
KaLlMOHHAs KMUCTa KULLEYHMKA?; NEBOE SMYKO OMpenensiercs
B JIeBOM naxoBoi obnactu (puc. 4).

Ha 19-i1 aeHb Xn3HKM NpoBeaeHa uuctorpadus, BoisBneH
My3bIpHO-MOYETOYHMKOBO-TOXaHOUYHbIM pedtoKC 5-1 cTene-
HM C [OBYX CTOPOH, OalleHHbI YBENMYEHHbI MOYEeBOM
ny3bIpb, BO BPEMS MUKLMM yOeanUTeNbHbIX aHHbIX 33 KNanaH
3a4Hen ypeTpbl He nonyyeHo (puc. 5).

B Bo3pacte 28 nHel xu13HN pebeHOK B3ST B ONepaLMOHHYIO.
[NepBOHaYanbHO AN UCKKUEHUS MHDPaBE3MKAIbHOM 0BCTPYK-
LMW NpoBeaeHa YPETPOLIMCTOCKONUS — KNanaH 3aaHen ypeTpbl
UCKIIOYEH, 0063 YCTbs MOYETOYHMKOB 3USHOT. B €BS3M C nMeto-
LLMMCS HEMPOTeHHbIM HapylueHneM QYHKLMU MOYEBOrO My3bl-
pst (BeTpy30pHO-CHUHKTEPHOM ANCCUMHEPTUEN) HA DOHE DUKCK-
POBaHHOMO CMMHHOIO MO3ra C LIENbio NMOCTOSHHOIO OTBEAEHUS
MOUM MPUHATO peLleHne O BbINOMHEHUM BE3UKOCTOMUM NoCNe
BepudmKaLmmn 06pa3oBaHMa B BPIOLLIHOM NONOCTU. BoinonHeHa
[MarHoCcTMyeckas nanapockonus: B MNpaBOM MNOAB3LO0LIHON
obnactm ob6HapykeHo o06pa3oBaHWe AOMAMETPOM 2 CM,
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Pucyxok 1. MPT ronosHoro mosra
Figure 1. Brain MRI

npeacrasnstoliee coboi AMBEPTUKYNAPHO-KMCTO3HOE YABOE-
HMe NMOAB3AOLHONM KUWKK. Yepe3 MUHMNANapoToMuKio B npa-
BOV NMOAB3AOLIHOM 06/1aCTU BbiBEAEHA NETNS KULIKM, HECyLLas
yOBoeHue (puc. 6), Npou3BeneHa KIMHOBWMAHAN pe3eKuus
OCHOBaHMWS OMBEPTUKY/A, paHa KMLIKM YLIKUTA, LENOCTHOCTb
nepeaHei OPIOLWHON CTEHKM BOCCTAHOB/EHA.

Onepauus 3aKkoH4YeHa Be3ukocToMuen. [ocneonepaum-
OHHbI Nepuop rMagkui, SIKCTYOMPOBAH Ha 3-M CYTKW, 3HTe-
panbHOe KOpM/ieHWe BOCCTaHOBMEHO C 5-x cyTtok. lucro-
Nornyeckoe uccienoBaHMe NoATBEPAMIO KUCTO3HYIO Ayniu-
KaTypy TOHKOWM KMLWKKM C Npu3Hakamu ¢bnerMoHO3HOro BOC-
naneHus. Y31 noyek nocne onepauuu noaTBepAaMIo YA0B-
NEeTBOPUTENbHLIA OTTOK M3 COBMpaTenbHbIX KOMMIEKCOB
0benx noyek (yMeHblUEHWE Pa3MEPOB YalleYHO-N0XaHOUHbIX
CUCTEM M MOYETOYHMKOB, pa3Mepbl MAapeHXMMbl 0KON0 9 MM
c 06enx CTopoH).

Ha 9-e cytku nocne onepaumn pebeHok nepeseneH
B OETCKMIA nevyebHo-peabunuTaumMoHHblii komnnekc HMAL,
umeHn B.A. AnMa3oBa B oTAeneHue neguaTpun U MeLuumH-
ckov peabunutaumm N2 1, oTkyda yepes 3 Hedenu BbiNUcaH
[LLOMOW B YAOB/JETBOPUTENbHOM COCTOSIHMM B BO3pacTe
2 MecsaueB C peKkoMeHauuer MNaHOBOM rocnmTanm3aumu
B BO3pacTe 4 MecsdueB B [ETCKOE KapAMOXMPypruyeckoe
oToeneHve Aonga [oo6CnefoBaHMS M pelleHus Bompoca
0 CpOKax onepaTMBHOM KOppeKLUMKM NMOpoKa cepAaLa.

B pe3ynbraTe KapMoTMNMpPOBaHMS HOBOPOXAEHHOMO NOAY-
yeH pe3synstaT mos47, XY, +8[7]/46, XY [9] — MO3anyHbIN Bapu-
aHT TpMcoMmu no 8- xpomocoMe. [poBeaeHo LUmUTOreHeTHYe-
ckoe wccnenosaHve OFA CTUMYAMPOBAHHBIX TMMOOLMTOB
nepudepuyeckoit kpoBu. OBHapy>KeH MO3aUYHbIA BapuaHT
TpucoMumn no xpomocome 8: mos47, XY,+8[10]/46XY[12]

(puc. 7 A, B).

OBCY>XXOEHUE

Tpucomust no 8-i XpOMOCOME, YaCTUUHAas AyNNUKaLms
KOPOTKOTO Nieya XpoMOCOMbI 8, ABASIETCS pefKoi XpoMoCo-
MHOI aHoMasnuei. MeHoTUMNbl NPU AAHHOM COCTOSIHUM CUJTb-
HO BapbMPYIOT OT OTCYTCTBUS AUCMOPGUYECKMX MPU3HAKOB
M NIErkKoi YMCTBEHHOM OTCTanoCT! 4O MALMEHTOB C TXENOM



PucyHok 2. MPT cnnMHHOro mos3ra.
B npaBoit noaB3aoLWwHoM o6nactm obHa-
py>XeHo okpyrnoe obpasoBaHue aname-
TPOM 2 CM C HEOOHOPOAHBIM COAEPXKM-
MbIM U TOICTOM Kancynomn

Figure 2. Spinal cord MRI. A rounded
heterogeneous mass 2 cm in diameter
with a thick capsule is identified in the
right iliac region.

PucyHok 5. MuKumMoHHasa umctorpadus. My3bipHO-Mo4eTou-
HWKOBBIN pedItoKC 5-1 CTeneHun ¢ ABYX CTOPOH, YBEUYEHHbIN

MOYeBOM Ny3bIpb

Figure 5. Voiding cystography. Vesicoureteral reflux
of the 5™ degree on both sides, an enlarged bladder

PucyHok 6. IHTpaonepauMOHHas KapTMHa — NeTns nog-

B3[0LIHOM KMLIKM, HECYLLAA YABOEHKE

Figure 6. Intraoperative view: a loop of ileum bearing

a duplication

a rounded mass in the right iliac region

PucyHok 3. MPT 6ptoLuHOlM nonoctu -
BM3yanu3upyetcs oKpyrioe obpasoBaHue
B NpaBoi NoaB340WwHON obnactu (06pa-
30BaHKWe 0bBeEHO KPYroM, CTpenka
NOKa3blBAET NPaByto MOYKY C pacliMpeH-
HOM MONOCTHOW CUCTEMOWA)

Figure 3. Abdominal MRI revealed

PucyHok 4. MPT 6ptoLwHOM NonocTu -
BU3Yyanu3npyeTcs neBoe SIUYKO B Naxo-
BOM KaHane

Figure 4. Abdominal MRI shows
the left testicle in the inguinal canal

(the mass is circled, the arrow shows the
right kidney with enlarged cavitary system)

PucyHok 7. Kapnorpamma KneTo4yHon nuHum G-6eHamHr,
paspeluatowas cnocobHoctb 450 6eHpoB cornacHo ISCN 2020

Figure 7. G-banding cell line karyogram, 450-band
resolution according to ISCN 2020
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3a[1€PXKKON PA3BUTUS, HEOHATANIbHOM TMMNOTOHUEN, HU3KUM
pOCTOM, rNyb6OKOM YMCTBEHHOW OTCTANOCTbO, AMCMOpdUYe-
CKUMW YepTaMu (BbICOKMI N106, NOOHbIE UM TEMEeHHble
BbICTYMbI, NIETKUIA MTO3, TUMNEpPTeNopu3M, KOCble rnasHble
LLLENK, LUIMPOKAA NepeHoCHLa, KOPOTKMI BblAAMOLLMIACS XKeno-
60K, poT Kapna, aHoMasnbHble 3yDbl, MOAHbIE LLEKU U Kpyrioe
NLO), BPOXKAEHHBIMU MOPOKaMK cepiua (Hanpumep, koap-
KTaLMs a0pTbl), CKENETHO-MbILUEYHbIMW aHOMaNNIMU U MOPO-
kamu passutus LLHC (HanpuMep, areHe3ns MO30MCTOrO Tena,
aHoManus [enan - Yokepa) [4-6]. Takke coobwanocb
06 ayTu3Me, anuaencum M cnactuyeckon napanneruu [7, 8.
KopoTtkoe nneyo xpoMocoMbl 8 coaepkuT okono 484 aHHo-
TMpoBaHHbIX reHoB (NCBI Build 36.3) reHoma uvenose-
ka [9, 10]. bonee 50 reHoB oy6AMpPOBaHHOIO KOPOTKOTO Neya
xpoMocoMbl 8 ot 8pll.1 no 8p23 cBA3aHbl C pa3nUUHbIMU
reHeTUYECKMMU HapyLLeHWUAIMU U 3aboneBaHuaMu. NaumeHTs!
C AynavKaumein XpoMoCOMbl 8p MOTYT MMeTb 3a4epXKKy pas-
BMTUS, YMCTBEHHYIO OTCTaN0CTb, NOBeLeHYecKMe npobnemol
W OTAIMYUTENbHbIE YEpTbl LA, ABYCTOPOHHUI MYNBTUKUCTO3
novek, BeHTpukynomeraamio [11, 12]. B npencraBneHHom
HaMU cyyae y HOBOPOX/AEHHOTO Manbyuka Bblan BHELLHUE
deHoTMNMYeckMe NposBReHNs ANCMOPdOU3MA, XapaKTepHble
g TpMCOMMM No 8- XpOMOCOME, HO KPOME TOro Hanuuue
COYETAHUS TKENbIX BPOXKAEHHBIX MOPOKOB Pa3BUTUS MONOB-
HOMO M CAWMHHOTO MO3ra, CepALa, KenynouYHO-KMLLEYHOro
TpakTa M MOYENOOBOW CUCTEMbI, NOTPebOBaBLUNE MYNbTU-
AMCUMNIMHAPHOIO MOAXO0AA K OKa3aHWIo MeaMUMHCKOM
nomoum pebeHKy cpa3y nocne poxaeHus. B LocTynHoW HaMm
NUTepaType Mbl He BCTPETUAIU, YTOObI MOMUMO XapaKTepPHbIX
nposeneHui T8M 6biIN0 ewe ONUMCaHO €ero coyetaHue
C KMCTO3HbIM YABOEHUEM KMLUKK, PUKCMPOBAHHBIM CMUHHbBIM
MO3rOM C HENPOreHHbIM MOYEBBIM My3bIPEM U THKENbIM
NOpaXeHWeM MOYeBOro TpakTa, ABYCTOPOHHUM KPUMTOPXM3-
MOM M MPOKCUManbHOM GOPMON rMnocnagmm.

B cepennHe 1970-x rr. 6614 ONUCaHbl KNOHaNbHbIE M3Me-
HeHWs B KOCTHOM Mo3re y 60nbHbIX Npeanenko3oM — TpUco-
mus 8,-7/del(7q), -5/del(5q) [13]. Bbino noaTBEPXKAEHO HANM-
Yyme KNOHasbHbIX LUMTOreHeTUYECKMX aHOMaNuU y NauneHToB
C pedpakTepHOi aHeMuei, onucaHbl aHoManuu 1 (nybnmka-
ums 1q), 2 (t(2;7),1(2;21)), 3 (del(3p)), 5 (del(5q)), 20 (del(20q)),
7,8,9,19 n 21 xpomocom (Tpucommm) [14, 15]. Muenoamc-
nnactnyeckme cunapombl (MAC) npeacraBnstoT coboi rete-
pOreHHyto rpynny npuobpeTeHHbIX KNOoHanbHbIX 3abonesa-
HWIA TEMOMO3TUYECKMX CTBOMIOBBIX KIETOK C MOBbILLEHHbBIM
PUCKOM pa3BUTUS OCTPOro MMENOUAHOro nerkosa. [narHo-
ctmka MIC ocTaeTcs 0AHOM M3 CaMblX CJIOKHbBIX MMENOUAHbBIX
HOBOODOPA30BaHMI U OCHOBLIBAETCS HA HANMUMU LIUTONEHUM,
[MCMNAa3nMU B OAHOM WMAWM HECKOMbKMX MUENOMAHbIX POCTKaX
n mMeHee 20% 6nacToB B KOCTHOM MO3re unu nepudepuye-
ckoi kposu [16]. Okono 50% cnyyaes MAC npencrasneHsbl
KNOHaNbHbLIMW  LMTOrEHETUYECKMMM  aHOoManuamu  [17].
Tpucomms 8 (+8) asngetcs Hambonee 4acTbiM MPUPOCTOM
xpomocoM npu MAC w npucytctyeT y 5-7% u3 Hux [18].
Maunentol ¢ MAC € M30AMPOBAHHBIM +8 BK/IKOYEHBI B rpynny
NMPOMEXYTOYHOro LmToreHeTnyeckoro pucka MAC B cooTBeT-
CTBMM C HoBbIM nepecmoTpoM PSS (IPSS-R) [19]. Tem
He MeHee, B OT/IMYMEe OT APYrMX NMOBTOPSIOLLMXCS XPOMOCOM-
HbIX W3MEHEHWMU, Hannune +8 Kak eAUHCTBEHHOM
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LUMTOreHETUYECKON aHOMAIMK HEe CYMTAETCS OKOHYATEbHbIM
nokasatenscteoM MAC npu oTcyTcTBUM MOpPhONOrMyeckmx
kpuTepues [17]. Mockonbky Tpucomms 8 Bbina obHapyxeHa
KaK KOHCTUTYLMOHANbHbIA Mo3auumaM T8M y 340pOBbIX
NtofleN, HeKOTopble aBTOPbI HE PacCMaTpMBaM ee Kak OHKO-
Mapkep [20]. B HekoTopbIX MCCnefoBaHMaX Npeanonaranocs,
4TO +8 MOXET NPUCYTCTBOBATL B BMAe T8M npu MnenomaHbix
3/10KaYecTBeHHbIX onyxonsax [21, 22], a E. Maserati et al.
€ooBLWMNN, 4TO +8 ABNSETCH KOHCTUTYLMOHANbHLIM B 15-20%
cnyyaes MAC u octporo nerkosa [23]. YunTbiBas M3NoxXeH-
HOE BblLLE, Mbl BbIHYX/AEHbI MPU3HATb BO3MOXHOCTb PA3BUTMS
3TUX COCTOSIHMI Y HALLEro MANEHbKOro NaumeHTa.

Mo3anumsm TprcoMmumn 8 peilko BCTpeYaeTcs npm npexHa-
TaNbHOW [AMArHOCTUKE, @ FeHETUYECKOe KOHCYNbTMPOBaHMe
3aTpyAHEHO, MOCKO/bKY AaBHO M3BECTHO, YTO 3TY XPOMOCOM-
HYI0 aHOManM0 MOXHO He 3aMeTWTb NPU aHaNU3e aMHUOTU-
yeckom xuakoctu [12, 24-26]. Ha camoM [pene Henb3s
UCKJTOYUTb CKPbITbIMA, MCTUHHbLIA MO3aMUM3M NIoAa B Tex
CNyyasx, Koraa XpOMOCOMHAs aHOMAnNMs OrpaHUMuYMBaETCS
TKaHSIMM NNALEHTbI; KPOME TOr0, OrpaHMYeHbl UCCNeaoBaHMS,
OLleHMBaloLWMe OTAANEHHbIE pe3ynbTaThl (POCT, MCUXOMOTOP-
HOe pa3BWTME, BOZHMKHOBEHMWE NOCTHATaNbHbIX HAPYLIEHMIA)
y AeTeN C NpeHaTaNbHbIM BbISBNEHMEM MO3anLM3Ma MO TpU-
comum 8. M. Cassina et al. B cBOEM UCCIEOBaHUM NPOAHaNm-
3MPOBaNN KNMHUYECKUIA ncxon 17 GepeMeHHOCTeN C BbisiB-
NeHneM Mo3auuusMa TpucoMmm 8 C MoMoLbio Buoncuu
BOPCMH XOPMOHA W/MNM aMHMOLeHTe3a. ABTOpPbI Mokasanu
OOWMIA MONOXMTENBHbBIM MPOrHO3 AN CNy4aeB C SBHbIM
OrpaHMYEHHbIM MALEHTAPHbIM MO3aMLM3MOM U C/ly4aes
C MO3aMLM3MOM HU3KOrO YPOBHS B aMHMOTUYECKOM XMAKO-
CTW, eCnM Npu  yNbTPa3BYKOBOM WCCAeA0BaHUMM MI0AA
He OblNo 0BHapPYXeHO BPOXAEHHbIX aHOManwuid. MNpu cpen-
HeM cpoke HabnwoaeHus 5,9 roga 3a poaMBWIMMUCS OE€TbMU
HW OOMH He MMes NaToNOrMYeCcKMX MposIBNEHUN, CBA3AHHbIX
¢ T8M [27]. CoBceM HenaBHO MOXOXME AaHHble Oblin ony-
6nukoBaHbl S.H. Thomsen et al. Ha ocHoBaHMK 37 ciyyaes
npeHaTanbHOro obHapyxeHuns Tpucommn 8 [28].

MaumeHT AaHHOrO KAMHWYECKOro cyyast Obin 3a4at npwu
nopnepxke BPT 2KO, cembe He npepfiaranocb MCMOMb30BaTH
MIT (A), BO3MOXHOM NPUUMHOW cTan daKT HanMumns 30pOBOro
cnbca, 3a4aToro C mcnonb3oBaHueM TexHonornin BPT 3KO
B TOV e KIMHWKE, NpU NPOBELEHUM XOPUOHOMOMNCUM Ha CPOKe
13 Hepenb y HEro Takke He BbISIBIEHO XPOMOCOMHOM NaTono-
run. OfHaKo faxe ecnv 6bl T8M 6bI10 BbISIBNEHO, KaK MOKa3bl-
BAKOT MMEIOLLMECS HA CErofiHA AaHHble, — HEBO3MOXHO Npo-
rHO3MPOBATb, YTO OH peanusyeTcs GeHOTUNUYECKM.

3AKJTIOYEHUE

Mo3anumM3m TprcomMmm 8 — pefkas XpOMOCOMHas aHoOMa-
nus. ONUCaHHbIA HaMK KITMHUYECKMIA CyYaid xapakTepusyet-
CS COYETaHMEM psAa TSOXKENbIX BPOXAEHHbIX MOPOKOB,
0 KOTOPbIX paHee He coobLanock. 3To NepBbli 3aUKCMpo-
BaHHbIV Ciyyar poxaeHus pebeHka c TpucoMmert no 8- xpo-
MocoMe nocne nposeneHuns BPT 3KO.
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