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PE3IOME

OnucaH KIMHUYECKUH cllydail XpOMOCOMHOI0 MO3aullu3Ma y Majibuuka B Bo3pacre 4 mec u 3 Hea. Llutoreneruue-
CKUH aHai3 MM (OIUTOB HeprueprIecKoii KpoBH peOSHKa TO3BOJIIII yCTaHOBUTE Kaprotun mos47, XY, +8/46,XY
¢ IPHOJIM3UTEIILHO PABHBIM COOTHOLIEHHEM HOPMANBHBIX M aHOMAIIBHBIX KJIETOK. OOCYKIal0TCs aToreHeTHye-
ckue 3¢dexTsr MozangHoH (opmsl Tpucomun 8. [IpuBopsTcs pe3ynbTaTsl 00CIENOBaHHUS MAaTepH HallieHTa BO
BpeMsi 0EpEMEHHOCTH B paMKaX KOMOMHHPOBAHHOTO NPEHATAILHOI0 CKPUHHUHTA BPOXKACHHBIX M HACJIEICTBEHHBIX
Gosiesneit. OTMeuaeTcs CIIOKHOCTh MPEHATAIBGHON JHAarHOCTHKH XPOMOCOMHOTO MO3aMIM3Ma B CBSI3U C OTCYT-
CTBHEM Crelu(UUeCKNX OMOXMMHYECKUX M yIbTpa3BYKoBHIX (Y3) mapkepoB. OnHaKo Ha IO3AHUX CpoKax Oe-
PEMEHHOCTH MOTYT OBITh OOHApyXeHb! ¥Y3-IIpU3HAKN HapYIICHHs! Pa3BUTHS TOJIOBHOTO MO3ra, CepAla U I0YeK,
aCCOLIMMPOBaHHBIE C XPOMOCOMHOM aHOMaJIUE.

KiroueBble ciioBa: npeHaTalibHasi JIMArHOCTHKA, TPUCOMHUS 8, XPOMOCOMHBIH MO3aUIU3M, LIUTOTCHETHUYECKUH
aHaJIN3.
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ABSTRACT

The article describes a clinical case of chromosomal mosaicism in a boy, 4 months and 3 weeks old. Cytogenetic
analysis of peripheral blood lymphocytes of the child made it possible to establish the karyotype mos47,XY,+8/46,XY
with an approximately equal ratio of normal and abnormal cells. The pathogenetic effects of the mosaic form of
trisomy 8 are discussed. The authors discussed the results of examination of the patient’s mother during pregnancy
as part of a combined prenatal screening for congenital and hereditary diseases. The difficulty in prenatal diagnosis
of chromosomal mosaicism is noted and explained by the lack of specific biochemical and ultrasound markers.
However, in late pregnancy, ultrasound signs of impaired development of the brain, heart and kidneys associated

KAWMHUKO-reHeTMYeCcKoe OnncaHme 1 aHaamn3 c/1ly4aAa XpOMOCOMHOro mosaunuusma

with a chromosomal abnormality can be detected.
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BBEAEHME

[TomHBIE TPUCOMHH ayTOCOM Yy YEJIOBEKa OOBIYHO
MPHUBOIST K paHHEW BHYTPUYTPOOHOH rubenu rmioja
W BBIKAJBIY 10 7—8 Hem OepemenHocTH. Mckmroue-
HUE COCTaBIAIOT TPUCOMMM IO XpoMocomaMm 13, 18 u
21, coBMecCTUMBIE C KU3HBIO, HO COMPOBOXKIAIOIIUECS
BPOXJ/ICHHBIMU TOPOKaMH Ppa3BUTHUS. buoxummueckue
U YIBTPa3BYKOBbIE MapKepbl dTHX aHEYIJIOWAHMH, Kak
MpaBUJIO, JOCTATOYHO OTYETIMBO BBIABIAIOTCS C 11—
14-ii Hexy 6epeMEHHOCTH, YTO TIO3BOJISIET OCYIIECTBIIATh
MpPEHATALHBIN CKPUHUHT TEHETUYECKU aHOMAaJbHBIX
wionoB [1].

HampotuB, Mo3anyHbie BapuaHTBl TPUCOMUU Jalie-
KO HE BCET/Ia CONPSDKEHBI C BBIPAKCHHBIMU aHOMAIIHUSI-
MH Pa3BHTHSA M MOTYT OBITh HEpPACIO3HAHHBIMHU B XOJI€
MpeHaTabHOTO CKpUHUHTA. COCTOSTHUE 3/I0POBBSI TAKHX
MAIMEHTOB TPY POXKIACHHUH U B MIEPCIIEKTUBE 3aBUCUT OT
THTIa BOBJICYCHHON B aHOMAJIMIO XPOMOCOMEI M COOTHO-
[IEHUS] HOPMANBHBIX ¥ MyTaHTHBIX KJIETOK B €T0 Opra-
Hu3Mme. KnmHuueckast kKapTHHA IPU XPOMOCOMHOM MO-
3adIU3ME HEIMTOCTOSIHHA, YTO OCJIOKHSACT YCTAHOBJICHUE
MIPUYUHBI TATOJIOTHN ¥ OKOHYATEIFHOTO harHosa [2].

Tpucomus no xpomocoMe 8 y HOBOPOXKIEHHBIX —
penkoe coOBITHE; COBMECTUMOW C JKH3HBIO SIBISIETCS
JIUIIb €6 MO3au4HbIN BapuaHT, KOTOPHI B HACTOsIIEE
BpEMsI pacCMaTPHBACTCS KaK CaMOCTOSITEIbHBIA CHUH-
npoMm (constitutional trisomy 8 mosaicism syndrome,
T8MS). Enunuunble uccieaoBaHus AOCTATOYHO O0b-
€MHBIX BBIOOPOK HACEJICHHS JAl0T MPUOJIM3UTEIHLHYIO
OIICHKY MTOMYJISIIUOHHON YaCTOTH aHOMAJIMH B JINAIIa30-
He oT 1/25000 mo menee 1/50 000 [3]. Cpenu nanmeH-
TOB OTMEYAeTCss HEOJHOPOHOCTh KIIMHUYECKUX TTPOSIB-

JICHUH, CBsI3aHHasl, I0-BUAUMOMY, C J10JIell MyTaHTHBIX
KJIETOK B OpraHU3Me M UX IIPEUMYILIECTBEHHON JIOKaIu-
3anuedl. BBISIBIAINCE OTAETbHBIE HOBOPOXKIECHHBIE 0e3
CEPbE3HBIX aHOMAJIMIA C YOBJICTBOPUTEIBHBIM (PH3HUe-
CKHUM U MHTEIUICKTYQJIbHBIM Pa3BUTHEM B JallbHEHIIEM,
HOPMAaJIbHOW MPOJIOJKUTEIBHOCTBIO )KU3HH, PEIPOIYK-
TUBHBIMH NPOOJIEMAaMHU BO B3pPOCJIOM COCTOSIHMU [4] u
Jaxe nMerorue jgered [5]. OgHako OOIBIIMHCTBO MAIK-
€HTOB UMEET BHIPAKEHHBIE TOPOKHU Pa3BUTHSI, 3aMETHbIE
yke nipu poxkaenuu [2, 6-10].

XapakTtepHbiMu cumnromamu T8MS npu 3HaYUTEb-
HOM J10J1e MYTaHTHBIX KJIETOK SIBJIIIOTCS aHOMAJIUU OCe-
BOT'O CK€JeTa U KOHEYHOCTEW: KOPOTKas IIMpOKas Lies,
nedopManmy gepera, CKOJIN03, KaMnTogakTius. [1ou-
TH BCET[Ia BBISBILIIOTCS ITyOOKHE TIONEpeUHbIe CKIIaIKN
Ha JaJOHSIX M CTYyNHSX. YepermHo-TuieBbie Tu3Moppun
MOTYT BKJIOYATh BEICTYTAIOIMINI JI00, TUIIEPTEIOPU3M,
VIUIOILIEHHYIO IIEPEHOCUILY, BBIBEPHYTBIE HApyXy HO3-
Ipu, aedopManuu W cMemleHWe ymed. BHyTpeHHne
Opransl OObIYHO Oe3 JIeTaJbHBIX MOpPaKEHHWH; YacTo
OTMEUAIOTCS areHe3MsI MO30JIMCTOrO Tella, BEHTPUKYJIIO-
Merajysl, IOPOKHU CepALla pa3IMYHON CTEIEHU TAXKECTH,
ruapoHedpos. HapymeHus: ICMXOMOTOPHOTO pa3BUTHUS
JIOCTATOYHO MSTKHE: 3aJep)KKa Pa3BUTUS PEYHd U MO-
TOPHBIX HAaBBIKOB, YMEPEHHAsd YMCTBEHHAs OTCTaJIOCTh
[6-8, 10].

B HacTodmiee BpeMsl yCTaHOBJIEHA MOJOXKHUTEIbHAS
accouuanys MeXAy HaJIW4hMeM B KapHOTHIIE OTIOJIHHU-
TENbHON XPOMOCOMBI 8 U BEPOATHOCTHIO MHUEIOAMC-
mnactuaeckoro cuaapoma [11-14]. Tlo HexoTOpBIM
JAHHBIM, TPUCOMHS 8§ KaK COMaTH4ecKas MyTaIus 00-
HapyxuBaercs B 5—7% ciryuaeB naHHoOU narosioruu [11,
12]. Ha ocHOBaHWW 3TOTO TAITMEHTOB C BHISIBICHHBIM
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KJIOHOM MYTAQHTHBIX KJIETOK KOCTHOTO MO3ra PeKOMEH-
JIyeTCsl OTHOCHTh B TPYIIY OHKOJOTHYECKOTO PHCKa
[13]. O4eBuaHO, MAIIMEHTHI C MO3AaWYHBIM BapUAHTOM
TPUCOMUH 8, YCTAHOBJICHHOM HAa OCHOBAaHWH IUTOT'CHE-
THYECKOTO aHau3a JTUMQOIUTOB, aBTOMATHYCCKU TO-
IIagarT B lIaHHyIO KOFOpTy U JOJIKHBI HAXOOUTHCS IO,
HaOII0ZICHUEM Bpada-OHKOJIOTa.

PGFI/ICTpaHI/IH U OIIMCAHUC BCEX HOBBIX cnyqaeB
T8MS He0OXOIMMBI HE TOJIBKO IUIS OLEHKU YaCTOTHI U
CIEKTPa XPOMOCOMHBIX aHOMAJIMH Cpeld HACEIEeHUSs, HO
W JUTS BBISCHEHUS KOPPEISILUU MEXIy JA0Jeld aHOMallb-
HBIX KJIETOK U TSDKECTHIO KIMHHMYECKHX CHMIITOMOB Y
maruenTa. AKTyaabHBIM TakXe SBJISIETCS MOMCK MpeHa-
TaJBHBIX MapKePOB MATOJOTUH IIYTEM PETPOCIIEKTHBHO-
ro aHajiu3a TeYCHHsT OEPEMEHHOCTH MaTepel, HMEIOIIHX
JIETeH ¢ MO3aWYHBIM BAPHAHTOM TPHCOMUH 8.

KAMHUYECKUN CNIYYAN

B Menmuko-reHeTHUeCKyI0 KOHCYIbTaluio Kemepos-
CKOM 0oOyacTHOM KinHuueckoil oonpHuLbl M. C.B. be-
JsIeBa HA OCMOTP K Bpady-T€HETUKY HAIPaBJICH MaJIbuUK
C. B Bo3pacte 4 mec u 3 nen. [loBogom A HanpaBieHUs
TMMOCIYKWJIO HAPYHICHUE Pa3BUTUA HAPYKHBIX IOJIOBBIX
opranoB (runocnagus). Ilpu ocMoTpe y manuenra mo-
IIOJIHUTCIIBHO O6Hapy)KeHI)I MHOT'OYUCJICHHBIC YCPCII-
HO-JHIIEeBbIe au3Mopduu: ruapouedanbHas Gopma ye-
pera, 3amajarommas epeHoCUIIa, MOHIOJIOMTHBII pa3pe3
J1a3, HOC C Pa3BePHYTHIMH HO3PSAMHE, aHOMAJIbHBIC YIII-
HBIC PaKOBUHEI, KOPOTKas Iies. Kpome Toro, BeIsBICHA
YacTUYHAsT KOXHAsl CHHIAKTIWIHSA 2-TO U 3-TO MajbleB
o0eux CToIL.

Pebenok poxaen ot 1-ii GepemenHoctu. Bospact
Marepu 22 roja, y Hee YCTaHOBJICHA H30BITOYHAS Mac-
ca Tela ¢ JeTCTBa, Ha AUCHAHCEPHOM YUeTe He COCTOMT,
paboTa ¢ podecCHOHATHLHON BPEIHOCTHIO HE CBS3aHA,
BpEIHEIC IPUBBIYKK OTpHIaeT. BHyTpHyTpoOHOE pa3Bu-
tre C. mpotekanio Ha (hoHe XpOHWYECKOH (perorareH-
TapHOW W HMCTMUKO-IEPBUKAIHLHOM HEAOCTATOYHOCTH,
recTalluOHHON runepreHsuu, mHorosoausd. Bec C. npu
poxxaenuu coctaBui 3 780 1, oreHka 1o Imkane Amnrap
7/7 6amnoB. PebeHOK Ha HCKYCCTBEHHOM BCKapMIIU-
BaHMH, Bec B Bo3pacTe 4 Mec — 6 700 r (He3HAUUTEIb-
HBII AeuIUT Maccel Tena). B poagoMe yCcTaHOBIICHBI
yMepeHHas acukcus, KeharoreMaToMbl HaJ TIPaBOd U
JICBOM TEMEHHBIMU KOCTSIMU, THUIOCHAaus (roJioBYaTas
(hopma), THITOKOHBIOTAIIMOHHAS KEITyXa.

W3 poagnoma pebeHOK ObUT MepeBe/ieH B OTACICHUE
MATOJIOTHH HOBOPOXIICHHBIX B CBSI3U C BBIIBICHHBIM
MOPOKOM cepria. Pa3sepHyToe o0cieroBaHue IOKa3aino
HAITMYUE MEPUMEMOPAHO3HOTO Je(eKTa MEXIKEIyHI0U-
KOBOM MEpEeropoAkyd, YMEPEHHOIO CTEHO3a JIETOYHOU
apTepUH ¥ MaJIbIX aHOMAaJIHUH Pa3BUTHUS CEpALA: OTKPHI-
TOE OBAJFHOE OKHO, aHOMAJINH XOPAAJIBHOTO armapara.

CornacHo pe3ynbTaTaM YJIbTPa3ByKOBOI'O HCCIEHOBa-
Hus (Y3M) romoBHOro Mo3ra, y TalMeHTa BBHISBICHA
YacTUYHAs areHe3us MO30JHCTOro Tella, YMEpeHHas
JaedopMarys KelyI04KOBOW CUCTEMBI, THAPOLE(haTHS.
YcraHoBieHa IlepeOpanbHas WIIeMUs 2-H  CTeleHH,
CHUHIPOM BO30YIUMOCTH. [ICHXOMOTOpHBIE pEaKIUH
C HEOOJBIIUMH OTKIIOHEHUSIMH: TOJIOBKY YIEPKUBAET
HEYBEpEHHO, Ha 3BYKH pearupyer He Bcerna, mepeBo-
pauuBaeTcsi Ha OOK, CIEIUT IJa3aMH 3a MpeIMeTaMH,
pearupyeT Ha UrpyuwkH, yiasidaerca. ComyTcTBYIOIIHE
MATOJIOTHH: TaKPUOLUCTUT HOBOPOXKAEHHOTO, IBYXCTO-
POHHSISI 04aroBasi MTHEBMOHHMS, XPOHUYECKUHA TYOOOTHT C
o6enx cropoH. [logo3penue Ha HEHPOCCHCOPHYIO TYTO-
YXOCTb. YPOBEHb OMIMPYOHWHA OCTAETCSI BBICOKHM — J0
143,9 MKMOJIB/IT 32 CUET HENPSIMO# (ppakiuu.

Jns ucrmovYeHus: XpoOMOCOMHOM HaTojiorun pede-
HOK OBII HampaBJCH Ha KapuoTHmupoBanue. llurtore-
Hetnueckuit aHanmu3 100 meradasHBIX IMIACTHHOK U3
TUMQOITUTOB MepU(PEPUICSCKO KPOBU IMO3BOJIMI BBI-
SBUTh JIBA KJIOHA KIETOK: C HOPMAJbHBIM MYKCKUM
kapuortunoM 46,XY u Tpucomueld No XpomocoMe &
— 47,XY,+8 B IpakTUYECKH pPaBHOM COOTHOUICHUH.
Takum o0Opa3oMm, MOXHO KOHCTatupoBaTh y C. Hamu-
Yyhe TPUCOMHUHU 8 B MO3au4yHOH (hopMe MpH KapuoTuiie
mos47,XY,+8[52]/46,XY[48] (puc.).

JlaHHBI KJIMHAYECKHUH CIy4yall CTaBUT BONPOC O
BO3MOKHOCTH TPEHATANbHON JAMAarHOCTHUKH XPOMOCO-
MHOr0 MO3aulM3Ma YCTaHOBJIEHHOro Tuna. Hamu mpo-
BEJIEH PETPOCIEKTHUBHBIA aHanu3 pe3yiapTatoB Y3U u
OnoxuMHYecKkoro uccienoBanus matepu C. Bo BpeMms
OepemenHocTH. [lepBoe 0oOcIemoBaHKE TPOBEACHO Ha
13-t Hen 6epemeHHOCTH. YacToTa cepIeYHbIX COKpallle-
Hu# wiona — 157 ya./muH, BenmmunHa KTP — 67,4 mwm,
TBII — 1,1 mm. Bee nokazatenu HaxoAsITCs B Ipeeax
rpanul] HopMbl. Cojiepikanue cBoOOAHOH B-CyObeHN-
eI XI'Y B CBIBOPOTKE KpOBH keHIIMHBI 49,5 ME/n (1,458
MoM), PAPP-A - 0,703 ME/xn (0,214 MoM). C yuetom
BO3pacTa Marepy HHIUBUAYATbHBIA PHUCK TPUCOMHUH
21 cocraBun 1 : 124, puck TpUCOMHUH IO XPOMOCOMAaM
1813 —-1:1902wu 1 : 3848 cOOTBETCTBEHHO.

[TockonbKy pUCK pacIpOCTPAaHEHHBIX XPOMOCOMHBIX
MaTOJIOT | I1oa ObUT pu3HaH HU3kuM (MeHee 1 : 100),
JKEHIMHY HE HalpaBWJIM Ha MHBAa3UBHYIO IMpEHATallb-
Hy!0 auarHocTtuky. Jlaneueimee Y3U cocTostHUS 1o
npoBomiock Bo Il tpumectpe 6epemennoctn. [Topokn
pa3BUTHS, ACCOLIMMPOBAHHBIE C XPOMOCOMHBIMHU aHOMa-
JIMSIMU, HE BBISIBJICHBI.

Co>XHOCTB MMPEHATAIEHON TUArHOCTUKYA MO3aNIHOMN
(hopMBI TPUCOMUH 8 TIOATBEPKIACTCS U paHEe OMyOJIH-
KOBaHHBIMU JTaHHBIMHU. COTIOCTaBJICHUE PE3yIbTATOB
KOMOMHHMPOBAaHHOTO CKpHUHHMHTA 28 OepeMEHHOCTEH,
3aKOHYMBIIUXCS poxaeHueMm paere ¢ TEMS, moka-
3an, yTo Haubomee yacto (50% ciydaeB) MOBOJOM ISt
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WHBAa3WBHOW NHArHOCTHKH SBISIETCS BO3PACT KCHIIH-
HEL. B 18% cmy4yaeB oOHapykKeHB! OTKIOHEHUS OHOXH-
MHUYECKHX TIOKa3areneld KpoBu OepeMeHHbIX. HakoHer,
21% mutomoB MMenu ynabTpa3BykoBele (Y3) mpu3Haku
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Pucynok. Anomanbasblii kapuotun 47,XY,+8, oOHapykeHHBIN Y 52% nruMQOIMTOB NamnyueHTa

VY nuBneHue BBI3BIBACT TOT (DAKT, YTO B OOJNBIINHCTBE
paHee ONHCAHHBIX CIIy4aeB Cpasy IOCie POXKICHHS pe-
OeHKa BBIABIIUICS KOMIUIEKC IOPOKOB Pa3BUTHS, COIO-
CTaBUMBIH ¢ 0OHapykeHHBIM Y C. OTMEUaInCh TPH IPyII-
TIBI aHOMAJUTHIA: CBSI3aHHBIE C PA3BUTHEM FOJIOBHOT'O MO3Ta,
cepaua v novex [2, 4, 6,9, 10]. OueBuano, py TOHKHON
KBaJH(UKaIMK Bpadeld Y3-ITUarHOCTHKY U HAJIEKAIIEM
OCHAIICHUW MEIUIMHCKUX YUYPEKACHUW NaHHBIE Map-
kepel TSMS Mormnu 661 ObITE 0OHAPY)KEHBI, IO KpaitHei
mepe, Bo 1I wn 111 TpumecTpe 6epeMeHHOCTH.

3AK/IIOMEHUE

IIpenaranbHOE BBIIBICHHE MO3aWIM3Ma IO  XpPO-
MocoMe 8§ B paMKax JCHCTBYIOLIETO CKpUHHHIa Oepe-
MEHHBIX SIBIISICTCS 3aTPyJHUTENBHBIM. bruoxuMmudeckue
U Y3-mokas3areiu MOBBIIIEHHOTO PUCKa TPUCOMUIl 1O
xpoMocomam 13, 18 u 21 MOryT He OTpa’kaTh COCTOSIHUE
wioxa ¢ TSMS, Y3-Mapkepbl NaTOJIOTUU CTaHOBSTCA 3a-
METHBI Ha MO3HUX CPOKAX TecTaluy. AHOMAUs 4acTo
COIPOBOXKJAETCS areHe3uel MO30JIUCTOrO TeNa, BEHTPHU-

KyJomeranuei u rugpouedanueii. OTMeyaroTcst MOpoKu
pa3BUTHs cepAlia U mouek. BMecTe ¢ TeM MporHo3 JKU3HU
U 3I0pOBbSI HOBOPOXKIEHHBIX OTHOCHUTEJIBHO OJIaronpu-
SITHBIH, & CTENICHb BBIPAXXCHHOCTH Ie(DEKTOB Pa3BHUTHS,
MO-BUAMMOMY, CBsi3aHa C J0JIeH U MPEeUMYILECTBEHHOM
JIOKaJu3alel B OpraHn3Me aHOMaJIbHBIX KJIETOK.
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