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MHOJIMCOMMUA 49 XXXXX Y PEBEHKA JIBYX JIET IATU MECALIEB

HUnemumym meouyunckozo obpazoeanus Hoel'yY

It has been cited an instance of the rare clinical follow-up of the polysomic 49 XXXXX patient with characteristic phenotypic

picture and multiple internal organs abnormalities.

IMomucomuu — 310 OOJNBIIAST TPyHIIA XPOMOCOM-
HBIX OOJIC3HEH, MpE/ICTaBIICHHAS Pa3IMYHBIMH KOMOWHA-
OUSMH JOMOJMHHUTENBHEIX X wiu Y xpomocoM. O6mas
YacTOTa MOJMCOMHIA CpPeay HOBOPOXKACHHBIX COCTABIISIECT
1,5-2 ma 1 1eIc. B OCHOBHOM 3TO mommcomunm XXX,
XXY, XYY. Ilpuuuna nonucomuii X 3aBUCUT OT He-
pacxoxzaeHuss XX-XpoMOCOM IpU MENHO03€ WIN Ha PAHHUX
cTaausx AesieHus 3uroTsl [1]. bombioe 3HaueHWe B BO3-
HUKHOBEHHUH 0OJIE3HH MMEIOT MOXKUIIOW BO3PacT MaTepH,
cuuuc, amkoronusM. OmHCaHbl CEMBH C Tepenauei
MATOJIOTHYECKOTO KAPUOTHUIA B HECKOJIBKUX MOKOJICHHUSX.
M3BecTHO, UTO YacTh KEHIIUH C CUHAPOMOM TPUCOMHUH
X 00nagarT CrocoOHOCTBIO JIETOPOXKAEHHA. JTO JaeT
BO3MOKHOCTh IIPOCIIEAUTH XapaKTep Mepesadyn KOMIUIEK-
ca TOJOBEIX XpOMOCOM mOToMcTBY. E.Bergemann B
1961 r. [2] onmcana cembro, TIe ObUIAa TIOKA3aHa Iepea-
Ya MaTOJIOTHYECKOTO KapUOTHIIA B HECKOIBKHX IOKOJIEe-
Hugx. Kenmmuaa ¢ XXX/XXXX KOMINIEKCOM MOJIOBBIX
XpOMOCOM HMMeJa T0Yh C aHAIIOTHYHBIM KOMILIEKCOM W
BTOpyI0 104b ¢ XX/XXX/XXXX xommiekcoM. [Torom-
CTBO IEPBOM JOYEPH COCTOSUIO U3 IBYX NIEBOYEK, Yy Mep-
BOH 13 KOTOPBIX mMelcss XXX/ XXXX KOMILIEKC IMOJI0-
BBIX XPOMOCOM, a y BTOpOH — Tpucomus mo 21-i xpo-
MocoMe. B npyrux cirydasx HacleICTBEeHHOCTh OOJIBHBIX
ObUIa OTATOINCHA MO OJUTOPPEHHUH, CH(DUIKNCY, ATKOro-
mu3my [3]. HabGnromaeTes mpsiMasi 3aBHCUMOCTD TSDKECTH
KJIIMHUYECKUX MPOSBIEHUH OT uncia X-XxpoMocoM [4].

Haubomee gacTelif BapuaHT MTOTUCOMUH X Y JKEH-
IIH — TPUCOMHSI X, KOTOpasi OOBIYHO HE COMPOBOXKAA-
eTcs mopokaMu pa3BuTHs. M30bITounas X-xpomocoma
WHAKTHBHUPYETCS, HE MPOSBISAA CBOECTO MATOJIOTMYECKOTO
a¢dexra. JlanpHelee HAKOIUICHHE X-XPOMOCOM BEAET
K KOMIUIEKCY aHomanuii. Hawnbosiee MOCTOSHHBIM CHM-
nToMoM 1nipu Tpucomun X (47 XXX) aBnsgercs u3MeHe-
HUE BBICIICH HEPBHOHN NEATETBHOCTH. Y OOJBIIUHCTBA
OOJIBHBIX UMEETCs 3aJIepKKa YMCTBEHHOTO U (hU3NIECKO-
TO pPa3BUTHA. YBEIUYCHUE YUCIIA X-XPOMOCOM HE BEJIET
K YCHIICHHUIO (PeMHHU3UPYIOMIUX CBOUCTB M JIa)e, Ha000-
pPOT, CHIDKAaeT MX B HEKOTOPHIX KOMOWHammsx. Takwe
JKCHIIIIHEI HE SBIITIOTCS HEIIPEMEHHO CTEPHIIBLHBIMH, TI0-
STOMY HE Y BCEX 3THUX OOJBHBIX OTMEUaeTCs aMeHOpesl.

IIpu Terpacomun X (48 XXXX) ormeuaetcs 3Ha-
YUTENbHAs YMCTBEHHAs OTCTalOCTh, OMOIMOHAIbHAS
HEYyCTOMYMBOCTb, SIWICHTUYECKUE IPUNAIAKU. Xapak-
TEPHBI BBICOKOPOCJIOCTh, THIIEPTEIOPU3M, SIHKAHT, OJIH-
30pPYKOCTh, HapYyIICHUE TOJOBOTO PAa3BUTHS, KIMHOMIAK-
THIHS, PEKE — MCKPHUBIICHHUE TIO3BOHOYHHUKA M CHHOCTO3
JIy4yeBOU U JIOKTEBOM KOCTEH.

IIpu menTacommsx (49 XXXXX) momumo riry6o-
KOH onuropeHnH HAOIIOHAIOTCS THIIEPTENOPU3M, DITH-
KaHT, MOHTOJIONTHBIN pa3pe3 TIa3HbIX IIeNell, KOpoTKas
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miesi, HU3KHH POCT BOJIOC, BPOXJICHHBIH MOPOK CcepAala
(vame HezapallleHHE apTEPUABHOTO IPOTOKA), KIIMHO-
MAKTHIUS MU3WHIIEB, CHHOCTO3 JIYY€BOM M JIOKTEBOU
KOCTe#, MuKpoMmenus. Y OONBHBIX TMOCTITyOEepTaTHOTO
BO3pacTa — aMeHOpes, HeIOPA3BUTHE BTOPUYHBIX ITOJIO-
BBIX MIPHU3HAKOB [5]. ABTOpPBI HAOIIOAAH IBYX JEBOYEK C
meHTacomueit X, omHa m3 HuX (49 XXXXX) ymeprna B
BO3pacTe TPeX MECSICB OT BPOKICHHOTO TIOPOKa CepAra,
apyras (Mozank 48 XXXX/49 XXXXX) aByx jer natu
MeCsIIEeB KHBA, HO PE3KO OTCTAET B Pa3BUTHH.

Jleuenue nenracomuii — cumnromaruyeckoe. Pe-
KOMEH/IIOTCS JIMIIb TNMAJUIMATHBHBIE MEpHI, HallpaBieH-
HBIC Ha CMATYCHHE TI0JIOBOTO MH(pAHTHIN3MA, 1 3aMECTH-
TeNIbHAsT Tepanusi MMEIOIIUXCS OSHIOKPHUHHBIX — pac-
CTPOMCTB.

I[MpuBognm wHame HabmomeHume pebenka L.
(26.07.2003 r. poxneHuns1) B EPHOA C OJHOTO TOJA MATH
MECSIIIEB JI0 ABYX JET YeThIpeX MecsleB. J[eBouka Haxo-
munack B HoBroponckoit 001acTHON JETCKOW KIMHUYE-
cKoli OoJbHUIIE C JAuarHo3om: nojucoMust 49 XXXXX.
BpoxaeHHbI OpOK cepjilia: KJarnaHHbI CTEHO3 aopThl
HK,. AHOManus noyex: MUeaodKTa3usl, HEMOJIHOE YIBOE-
HHE TPaBOM IMOYKH, POTALUS JIEBOW IOYKH BOKPYT OCH.
AHOManus XKeJIUHOTOo ITy3bIps: 3arud Tesla B HIKHEH Tpe-
TH. DK30TeHHBIN AJIbBEOJINT, PEIUANBUPYIOLIEE TCUCHHE.
Tumomeramus 11l cremenu. Juctpodus mo tumy rumo-
tpotunm I crenenm.

[octymmia ¢ xanobaMu Ha MaJONPOTYKTHBHBIN,
HaBsA3YMBBINA Kalielib, OJbINIKY CMCHIAHHOT'O XapakTepa,
IUIOXOM aIIETUT, 3a1€PKKY IICUXOMOTOPHOTO Pa3BUTHSL.

PebGeHok oT BTOpOIT OepeMeHHOCTH U poJoB. Bos-
pact matepu 40 net, oty 43 roma, 06a 3mopoBal. [lepBas
0epeMEeHHOCTh OT HEPBOro Opaka 3aKOHYMIIACH CPOYHBI-
MU ponamu, pedeHok 12 mer 3mopoB. Jlo BTopoii Oepe-
MEHHOCTH MaTh JJIUTEIBHO JIeunaachk oT Oecrumomus. Ot
mepBoro Opaka y orma pebeHOK ¢ TrpyOoi 3amep kKo
TICUXWYECKOTO Pa3BUTHSA W CTaTW4ecKuX QyHKuuii. Ha-
cTosAmas OepeMEeHHOCTh NIpoTeKada 0e3 OCOOSHHOCTEH.
Ponpr Ha cpoke 37-38 Henenb IMyTeM KecapeBa CEUCHUSI.
Pomunace nesouka ¢ maccoii Tena 3040 r, mmHOM 48 oM,
3akpuyaia cpasdy. K rpynu npuioxeHa Ha BTOpbIE CyTKH,
cocajia akTUBHO. [IymO4YHBI OCTATOK OTMAll HA TPEThH
CYTKH. "3 POAMIIBHOTO AOMa BbIIIMCAaHAa B YJIOBJIIETBOPU-
TEJILHOM COCTOSIHMM Ha cellbMble CyTKH. Haxoamnace Ha
IPYJHOM BCKapMJIMBAaHHMH O JBYX MECSIEB, 3aTEM ITOJIY-
Yaja MpOCThIe MOJIOYHBIE CMECH, C BBEJCHHEM KOTOPBIX
oTMevaJlach aJUIepriuyecKasl peakiys B BUJE MICTyIICHNUS,
THIIEpEMHHN KOXHM IIeK. [Ipu mepeBozie Ha coeByrO ajarl-
THPOBAaHHYIO CMECh HAONIONANCH AUCHETICHICCKHUE SB-
nerns. [IpuKOpMBI BBEIEHBI C MIECTH MECSIEB, HHINBH-
nyaiapHO. BecoBas mpmbOaBka 3a TEpBBIH MeECSI] JKH3HU
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ynosierBopurenbHas (800 T), B mocienyoomieM uMena
MECTO 3allepXKKa TEMIIOB (PH3MUYECKOTO Pa3BUTHI U TPY-
0as 3aepKKa IICHXOMOTOPHOTO pa3Butws. [Ipodmmakru-
YEeCKHe MPUBUBKH MPOBOIMINCH 10 WHAWBHIYAITLHOMY
KaJICHZIapIO B CBSI3M C YaCTHIMHU 3a00JI€BaHUSAMH peOeHKa.

B  TtpexmecsuHoM  BO3pacTe B MEIUKO-
muarHoctrnaeckoMm mientpe Cankt-IlerepOypra meronom
KapuOTUIIMUPOBAHUA Y ACBOYKU AHUATrHOCTHpPOBAHaA IIOJIU-
comust 49 XXXXX. 3a mepBblif roj KH3HU OOJIbHAs
HIECTh pa3 IEpeHecsia JBYCTOPOHHIOI ITHEBMOHHIO C
OOCTPYKTHBHBIM CHHIPOMOM, THOWHBII KOHBIOHKTHBUT,
nonyyana jgedeHue B LIPB mo mecty sxwurensctBa. Ha
BTOpOM roay »u3HH nBaxnisl Jeunnace B HOIKB mo
TTOBOJYy TTHEBMOHHH.

Hacrosmas  rocrmtamuzanuss B HOIAKB —c¢
18.10.2005 t. B BO3pacTe mBYX JeT ABYyX MecsueB. Co-
CTOSIHAE TIPH TIOCTYIUICHHH CPEIHEH CTEeTeHH TSHKECTH.
[Ipu ocmoTpe oOpamiaer Ha ceOsi BHUIMAaHUE 3a/IepKKa Qu-
3WYEeCKOT0 W TICHXOMOTOPHOTO pa3BuThsA. Macca Ttema
8690 r, nmHa 78 cM. CaMOCTOATENIBHO HE CHIIUT, TOJIOBY
JICPIKUT TUIOXO, 3aIIPOKUABIBAECT HA3a/l, IePeBOPAUNBACTCS
C J)KMBOTA HA CIIMHY, €CT C JIOXKKU TYCTYIO U TIOJYTYCTYIO
nunry. Pedb W 3ByKOmoJpakaHWe OTCYTCTBYIOT. Kpuk
T'POMKHH, OOBIYHOTO TeMOpa, HEIMOIMOHAIBHBIN, JIUIIO
MackooOpa3Hoe. Peakmms y peOeHKa HeraTWBHAs TOJBKO
Ha M30BITOYHOE TAKTHUIIFHOE pazmpaxkeHue. MMeroT mecto
MHOKECTBEHHBIE CTUTMBI JTUCOMOpPHOTCHE3a:  BOJIOCHI
CBETJIBIC C MENETIbHBIM OTTEHKOM, SIHKAHT, TOPH30HTAIb-
HBIN pa3pes IJIa3, YIIHBIE PAKOBHHBI PACIOI0KEHBI HI3KO,
y30pUarble: C pacHmieNIMHAMH IO Hapy»XHOMY KOHTYpY,
MOYKa OTJEJICHA OT Hapy>KHOTO 3aBUTKA, TPAryc pacuiern-
JIeH, BEePXHUH M HIWKHUN THUIEPTEIOPU3M, H3BUTHIE MH-
3UHIBI KUCTEH M CTOMN, CaHAAJIEBUIHBIA «pa3pe3» CToll,
IIMpOKasi TpyAHas KJIeTKa, SKCKaBalus IPYAUHBI, THUIEp-
MOOMJIBHOCTh OOJIBIIHMX U MAJIBIX CYyCTaBOB.

KosxHble MTOKpPOBBI OJIeTHBIE, CyXHE, MPOSBICHUS
alJieprofepMariuTa Ha IIeKax B BHJC THICPEMUH, IICTy-
wenusi. Ha mnepeaHeil NMOBEPXHOCTH TPYOHOM KIETKH
CIpaBa TeMaHTHOMa AWaMeTpoM a0 1,5 cM, BeIpakeHa
MMOJIKO’KHAS BEHO3HAs ceTh. CIAM3uCThIe OJIeAHO-PO30BHIE,
yucThie, 3yOoB §/8, MHOXXeCTBeHHBIH Kapuec. [ oioBa
Opaxuriedanndeckoit GopMbl, pa3Mephl JIUIIEBOTO Yeperna
HpeO6ﬂa[{aIOT HaJl MO3IrOBBLIM, JIUIIO BBITAHYTO, J'IO6HBIC u
TeMeHHble Oyrpbl yBenuueHbl. [IyrmoyHoe KoJbIo OTCyT-
CTBYET, Ha ero mecte chopMupoBaH pyoel. BeipaskeHHast
MBIIIEYHAs THITOTOHUS, Tunopeduiekcus. HocoBoe npixa-
HUe 3arpyaHeHo. OJpllIKa CMENIaHHOTO XapakTepa, C
y4acTHEM BCIOMOraTenbHON Myckynatypel, YIJ| 56 B
MuH. [lepkyTOpHO Haja JIETKUMH KOPOOOUYHBI OTTEHOK
3ByKa, ayCKyJbTaTHBHO: [IbIXaHHE IKECTKoe, obwmimne
BIIQKHBIX KPETTUTHPYIOMINX U MEIKOITY3bIPYaTHIX XPHUIIOB
HaJ BCel MOBEpXHOCTHI0. OOIacTh cepia BU3yalbHO HE
W3MEHEeHa, TPaHWIEI B Tpelneax BO3PACTHOW HOPMBL
ToHBI cepama pUTMHUYHBIE, BBICIYIINBACTCA CHUCTOJIMYE-
CKMH IIyM CpEJHEHl MHTEHCUBHOCTH C 3IULEHTPOM BO
BTOpOM Mexpebepre, mpoBogutcs Ha ciimHy, YCC 140 B
MuH. JKMBOT MATKui, 6e3001e3ueHHbIN. [leuens Ha 2 cM
HIDKE Kpas npaBod peOepHO# nyru, snactuunas. Cee-
3C€HKa HC MaJIbIIUPYECTC. Ddusznonornyeckue OTIIPpABJICHUA
B HOpME.
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B obmem anammze kposum: Hb — 127 g/l; Er—
4,3-10"% Ht— 37,7; Tr — 589-10°, L — 8,2:10°, 1 — 1%,
¢ —36%, M — 2%, 1— 59%, COD — 14 mm/gac. B 00-
IeM aHaJI3e MOYHU: cou okcanatel ++. [Ipoba CynkoBu-
ya: ++. B OHOXMMHYecCKOM aHalm3e KpoBH: oOmmii Oe-
JIOK — 65 r/m, raroko3a— 3,6 mMm/n, MoucBuHA — 4,7
o —874 en, CPb—otp., Ca—2mm/m, P—
1,32mm/1. B Ma3kax U3 HOca, 3¢Ba HAa XPOHHYECKHE HH-
ey oOmIMe KOKKOBOH (PIOPHI, MHUKOTHYECKOE TOpa-
JKEHHE; JaHHBIX 33 XJIAMUJIM03, MUKOIUIA3MO3, Tepriec He
obHapyxeHo. [Ipy moceBe kaja BblJeneHa CHHETHOMHas
najouka. Ha peHTreHorpamme rpyiHOM KJIETKH JIETOYHbIE
THOJIS YMEPEHHO B3/yThl, OTMEYAETCS] CHIDKEHHE Ipo3pad-
HOCTH JIETOYHOM TKaHM 3a cueT nuddy3HOro, HHTEPCTH-
[UATBHOTO OTEKA JIETKHUX, OYaroBO-TIOJOOHBIX TEHEH B
HIDKHEMEMABHBIX OTIEeNax ¢ o0eux CTOpoH Ha (oHe
CTYIICHHOTO  COCYANCTO-MHTEPCTHIIHAILHOTO pPHUCYHKA,
BEIPKCHBI TIEPUBACKYILIPHBIC U TIEPHOPOHXHANBHEIC H3-
MEHEHUsI, KOPHH HedeTkue, crabo muddepeHInpyoTcs.
Huadparma yriomena, cuaycsl cBoboxusl. TTU = 0,53,
KTU — 61% (mmpu HOpMe 1o 55%). Ilpm HeiipocoHOTpa-
(1M BBISIBICHBI JIMKBOPOJMHAMUYECKUE HapylueHus. [Ipu
Y3 OpromHoi MOJI0CTH: MEJIKHE KaJbIIMHATHI B CEJIE3EH-
Ke, 3aru0 JKEITYHOro Iy3bIps B HIKHEH Tperu. [IpaBas
MOYKa YBEJIHMYEHA B JUIMHY, JIOLMPYIOTCS IPOCBETHI COOU-
paTenbHBIX KOMILIEKCOB, HMEET MECTO IMHEI0IKTA3Msl, Y-
BoeHue. JleBasi mouka poTrpoBaHa Bokpyr ocu. Y3U cepa-
I[a: KJIalaHHBIA CTEHO3 aopThl. [10710BOI XpOMAaTHH IMOJIO-
JKUTENBHBIN — 50%, Npu KapUOTHUNUPOBAHUHN — TIOJIHCO-
Mus (49 XXXXX).

BonbHON MpoBEAEHO CleAyIoLiee JEUEHUE: TUIo-
aJUIepreHHasl JiMeTa, HECKOJbKO KYpPCOB aHTHOAKTepH-
JIBHOM Tepamuu, CUCTEMHbIE TTIOKOKOPTUKOUIBI B J103€
1 MI/Kr Macchl Tella ¢ IOCTEIICHHBIM CHIDKEHHUEM JI03bI 110
TIOJTHOH OTMEHBI, OPOHXOJIIUTHYCCKUE TPErapaTsl, OTXap-
KUBAIOIIME CPECTBA, NPOTUBOIPHOKOBasi Tepamus, OHo-
mpenapaThl.

B 3akmrodeHue cieayeT OTMETHTH, YTO IIOJIHCO-
Mus 49 XXXXX sBisercss peAKuM 3a00JeBaHUEM, OHO
ypeBaTo TPyOOH 3alepKKOM (PU3NIECKOTO W TICHXOMO-
TOpHOTO pa3BUTUS pebeHka. OcoOeHHOCTh NTaHHOTO Ha-
OIIOZIeHNS 3aKITIOYAeTCs B TOM, YTO BEISIBICHHAsA y OOJb-
HOW B TpexXMecsyHOM Bo3pacte moimcomusa 49 XXXXX
MPOTEKACT C XapaKTepPHOH (PCHOTHITUYECKON KapTHHOMN
3a00JIeBaHMs, COYETAIOIIEroCs CO MHOYKECTBEHHBIMH
AHOMAJIMSAMH CepJIla, MOYeK, )KEITYHOTO Iy3bIps U, I10-
BUANMOMY, OpOHXOJIETOYHOH CHCTEMBI, a IIPOIOJIKH-
TEJNBHOCTh JKA3HU JICBOYKHU JOCTHIJIA JIBYX JICT MATH ME-
csiueB Oyarojapsi 4aCTOMy U JUIMTEIBHOMY HaOIOIECHHIO
1 TIOCTOSTHHOMY JICUCHHIO B YCIIOBUSAX CTAIlHOHApA.
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