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PEAKHHA HETUITHYHBIA CJIVUAR CHHIPOMA SIBAPICA

AHHOTALMUA

PaccMoTpeH KMWHUYECKMIA cnyYan ¥y AeBodkn 10 MeC. ¢ HeknaccU4ecknm MpPosABNeHUEM dreHoTUNa crHapoma
3asapaca, 4TO BbI3BANO COMHEHUE NPWU NOCTaHOBKE AWarHosa. CuHApPOM 34sapaca WNK CUHAPOM TPUCOMMU 18
- 3TO oﬁmee XPOMOCOMHOe paCCTpOﬁCTBO, 06ycnoaneHHoe Hanuvvem BO BCeX KneTkKax opraHuama AOGaBOl-IHOFI
xpomocombl 18. Takve AeTU poXAAKTCH C 3aAepXkon BHyTpuyTpobHoro paseutus. KnuHuueckme CUMNTOMBI
3aboneBaHus: FTMNOrHOTKUA, BbipaXxeHHaa 3afepXkKa NCUXUYeCKOro n MOTOPHOro pasBUTUA, MHOXeCTBEeHHble
BPOXAEHHBIE MOPOKN: KOCTHO-MBILWEYHOR, CEPAEYHO-COCYAUCTON, KENYAOYHO-KNIIEHHOW W UEHTPanbHOW He-
PBHOW cUCTEM. Taloke OTMEHAIOTCA USMEHEHWA CO CTOPOHbI OPraHoB 3PEHUA. NOMYTHEHUE KOpHeanbHbIX 060-
novek, katapakTtel, NTO3, MUKpodTanbMua. OTIUYUTENBHBIE NPUSHAKK: CXaTble KyNaku ¢ MNepekpuiTHEM MNanb-
LeB, KOpPOTKasl rpyAuHa, KOXHBLIA Y30p B BuAe Ayr Ha GOnbLIMHCTEE nanbues.. Ha npumepe KnMHUYeckoro criydas,
ONUCaHHOrO B CTatbe, OTMevaeTcs nOﬂMMOpd}MSM CHMHApOMa SABap,qca: Y AaHHOro pe6eHKa OTCYTCTROBaNA
TUNWUYHbIE U3MEHEHUAl KOCTHO-MbIWEYHOW CUCTeMbl. Tonbko ¢ NMOMOWEBIK reHeTu4deckore uccnegoeaHusa yaanoch

YCTAHOBUTL Y NauueHTa XPOMOCOMHOE PACCTPOMCTBO CUHAPOM 3aBapaca.
Knwyeeble cnosa: cuHapom 3aeapaca, Tpucomua 18, peGeHok.

C MHApOM TpucomMiH 18 (crHnpoM DaBapaca) —
XPOM OCOMHOE PaccTpOHCTBO, OGYCIORBNEH-
HOE HaNH4YUEM J00aBOYHOH XpoMocomel 18. 2ToT
CHHJIpoM GBI BlepBble omucaH J[:koHOM JaBap-
JICOM KaK OT/IelbHas XPOMOCOMHaA GONE3Hb B
1960 r. [Io gacTOoTe 3aHHMAaeT BTOPOE MECTO
Cpely CHHAPOMOB MHOXECTBEHHBIX [TOPOKOB pa3-
BUTHS, Berpedaetess y 1 u3 3000 HOBOpOKIEH-
HBIX. Y 7J€BOYEK BCTPEYacMOCTh B 3 pasa 0oJb-
e, 4eM Y ManbiHKoB. BepeMeHHOCTh MOXkeT
IPOXOAUTh Ha (pOHE MHOTOBOIMSA, FHIIOAMHAMHEI
IIoja B yTpobe MaTepH M 4acTo pojbl HacTyma-
I0T Ha MO3JHUX cpokaX. 60 % peteit ¢ HaHHOM
MaTolorHel yMHpaT B yTpode Matepu. [Ipogon-
JKHTENBHOCTh JKH3HH COCTABIACT 1 MAJIBYUKOB
2 Mecsana, a and Jgesouek 10 mecsuer [4]. Pas-
JMMYAT TPU BUZA XPOMOCOMHOro acdexkra aaH-
HOTO 3a001eBaHUS:

1) IloaHag TpUCOMHA HAJIMYHE BO BCEX KIET-
Kax OpraHusMa JAONONHHUTeNnbHOH 18-ff xpomoco-
Mel. [anHas dopMma 3aboneBaHUsA BCTpEevacTca B
90 % cnyuyaeB M ABJIAeTCs HauoNee TAKENOH.

2) YactuyHas TpucoMusa 18 ABIsIETCA OTHO-
CUTENBHO penxuM (He Gosee 3 % Beex chnydaeB
CHHApOMa DJBapjca, KOTOPBIH XapaKTepH3yeTcs
HaniuieM ¢parMeHTa JOMONHHUTEIBHOH XpoMOoco-
Mbl [IppunHaMH MOTyT OBITH HAapyUICHHE B J€-
JeHUH TeHeTHUeckoro MarepHana. ¥ TaKHX Je-
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TeH MPOrHO3 JIyYIle, YeM Y JEeTeH ¢ MOMHOH ¢op-
MOH, OZJHAKO HCXOJ OCTaeTcsi HeGnaronpHsTHHIH.

3) Mo3auuHaa gopma cuHapoMa DaBapica
BcTpeyaeTcd B 5-7 % cimydae. Hapyimienue B
CTPYKTYPE XPOMOCOMBI BHIHO Y€ NOCIE CIHS-
HHUA CIepMaTO30HJa M AlinekneTtkd. OHH HUMenH
HOPMAJIbHBIH KapHOTHII U HECJIH 110 OJHOH XpOMO-
coMe Kaxjoro Buaa. Ilocne causHus chopMHpo-
Balach KJIETKa ¢ HOpPMalbHOH QopMynon 46,XX
unu 46,XY. B npouecce Meiio3a KIeTKH NMPOH30-
meén aedexr. [Ipyn ynBOCHHHM IeHETHYECKOro Ma-
TepHana oJJMH U3 (pparMeHTOB MONYUUI JONOIHH-
TeapHyw 18-10 xpomocomy. Takum obpazom,
chopMupoBancs aedekT, UacTh KIeTOK KOTOpOro
HMEET HOPMAJILHEIN KapHOTUI (HanpHMep, 46,XX),
a yacTh — mopaskeHHHH (47,XX, 18+). B koHeu-
HOM HTOI€ BCE KJIETKH OpPraHH3Ma MNpeCTaBSAIOT
cofoit cBoeoGpazHyo Mo3auky [5]. ¥ Takux ge-
TeH 3alepiKa MPeHaTAIbHOro pa3BuTHA. Obdune
NpH3HAKK: crafoe NieBeNeH e MIoAa, THXHH KPHK,
HECBOCBPEMEHHBIE POJbl, MHOTOBOJHE, MAllCHb-
Kasl T7aLeHTa, CpeHIi Bec MpH poxkaeHnsix 2340 r,
YMCTBEHHas OTCTaJOCTh, TYrOyXocTb. lor08a:
Jonuxoledanudeckor GopMEI, y3KUH 106, KOpoT-
KHE [Ja3HBIE LIENH, MHKPOCTOMHS, Y3KO€ BBHICO-
Koe HeGo, HU3KO pacloNosKeHHbIe YIIHEIE PAKOBH-
HBl, aHOMAJIHH pa3BUTHA HebGa M BEpxXHEil IyObl,
HHKHAs MHKpOTHATHs [6]. Kucmu u cmonui:
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CKaThlC KYJIAKH C YacCTbIM MEPECKPbIBAHUCM BTO-
pPbIM TManbLEM TPETHEro, a MIATHIM YETBEPTOro,
OTCYTCTBUC JUCTAIbHOW crudarTesibHOM G0po3/bl
Ha V nanble pyk, MNONIa3us HOTTEH, 4acTo me-
pepa3orHyThlii 1 nanew Ha HOrax, HCHOpMaJlbHasl
MPONOPLMS B [UIMHE MAaNbLEB HOL. I pyoHas Kiem-
Ka: KOPOTKasi IPyJHHAa C YMCHBILCHHBIM KOJIMYe-
CTBOM S/Iep OKOCTEHEHMsI, THUIOMJA3Usi COCKOB.
JKusom: mnynouHas rpbixka, naxopasi rpbbka, pac-
XOKJICHHS] MPSMBIX MBILIL JKUBOTA. 7@3: MajCHb-
KWH, HenoJHoe oTBeacHue Oenep. [lonosvie opea-
Hbl: Y MAJIBYUKOB — KpUNTOPXHU3M. Kooica: cknaj-
yaTasl, C BbIPaKCHHBIM PUCYHKOM, JICTKOE OBOJIO-
cenune n6a u cnuubl. Cepoye: nedexTbl MEKMpea-
CCPAHONW M MEXKIKEIY/IOYKOBOH NECPEropojiku, OT-
KPBITBII apTepuaibHbI MPOTOK. [07106a: MMPO-
KHE POJHUYKH, MUKpoOLChaus, SMUKAHT, ITO3, MO~
MYTHEHHE POTOBHIbI, PACLICIHHA BEPXHEH ryObl u
Heba. Kucmu u cmonwvi: NOKTEBask U JydycBas
KOCOPYKOCTb, THIOMJIA3Usl MM amiasus 1 manbua
KUCTH, KOHCKO-BapyCHasi CTOma, CTOIa-Kavalka,
cungaktuaus I v 111 nanwbues. I pyonas xkiemka:
KOPOTKasi U IUUPOKasi, BO3MOXEH THIICPTCIOPU3M
cockoB. [lonogvle opzanbl: y AEBOYEK THMOIMUIA-
3us1 OONBILKX MOJOBBIX I'y0 U runepTpodus 1noyo-
BbIX TY0. [Ipsivas Kuuika: SKTOTHSL UM BOPOHKO-
o0pa3Hasli BTSIHYTOCTb 3aJHEro npoxopa. Jleekue:
HAPYIICHUS JICFOYHON CErMEHTALMH, THMOMIA3HUS
JIETKUX, aria3usi npasoro Jerkoro. Juagppacma:
BPOXACHHOE HEJOPa3BUTHE MBILICUYHOH TKaHH,
BO3MOXKHOH penakcauued nuadparmel. Kusom:
auBepTHKYT Mekkens, 100aBovHasi CEne3eHKa,
no0aBouHasi NOKENyJ0uHasl Keses3a, rpbika Iy-
MOYHOrO KaHAaTHKA, HE3aBEPLICHHbIH MOBOPOT KH-
wieyHuka. [louku: nopkoBooOpa3Hasl rmoyka, Juc-
TOIHSI OYEK, YABOCHUE MOYETOUHHKA, THAPOHED-
PO3, MOJUKUCTO3 nouyek U kuweunuka. [{HC: na-
pe3 MHMHYECKHX MbIUIL, ciaadas MUETHHU3ALMS,
MHKPOrMpHS], TUIIOIUIA3UsI MO3JKEUKa, PUITOILIA3Usl
MO30JUCTOro Tena, ruapouedanus. IIpouee: re-
MaHI'MOMBI, TMIIOIIa3Hsl BUJIOUYKOBOM JKEIIC3bl, Tpa-
XEOMHLLIECBOIHbBIE CBUIIHM, TPOMOOLIMTONEHHS. MHO-
JKECTBCHHBIC IOPOKH pPa3BUTHUs OOyClIaBIMBAIOT
PaHHIOK CMEPTHOCTH ACTEH C JAHHOH MaToJoru-
cil. B cBsi3M c BbllLICCKAa3aHHBIM, IPOTHO3 3ab0Jic-
BaHMs ABJSICTCS HeOmaronpuaTHbIM: uib 5-10 %
OoJibHBIX JKMBYT 10 1 roga u menee 1 % — no 10
ner u crapuie [7,8]. B TeueHMH HOBOPOXKAEHHOC-
TH Yy JAcTeil 4yacTo HaOMI0NalOTCs HApyLUICHHUs
MO3rOBOTr0 KpOBOOOPALLEHHUS, KHLIEUHAS! HEMPOXO-
JMMOCTb, YTO NPUBOAUT K CMCPTH ITHUX JCTCH.
Jletn Oonee crapiiero Bo3pacta yMHpAOT 0ObIu-
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HO OT NHCBMOHHMU Ha (OHE HEJOCTATOYHOCTH
CEPACYHO-COCY/AIUCTOH CHUCTEMbI WJIM OT HH(EK-
it MoueBbIBOsIIMX myTel [9]. KnuHuueckas u
B HEKOTOPBIX CIydasX MaToja0roaHaToMHUYecKas
A depeHinanbHas AHarHocTHKa JaHHOM NnaroJio-
MM BbI3BIBACT 3aTPYAHEHHUE, MOITOMY BCEM B
00513aTCILHOM TOPSIIKE HAJ0 MPOBECTH LIUTOrE-
HETHYECKOE MCCIIE0BAHME.

Ha npumepe KJIMHHYECKOrO Cilyyas JaHHOTO
cuHapoma y pebenka 10 MecsueB paccMOTpUM
HCKOTOPbIC aClEKThl JAHHOH MaToJOrMM: JEBOYKA
A. 2015 . p., BnepBble MOCTYNMHJIA B OTACJICHHE
HeBposiorud miaazuero Bospacra Ne 2 [oponckoi
nerckoi knmuHuueckor Oonbhuis (IJIKB) . An-
matbl. JKanoObl MaTepu MpH NOCTYIUICHUM Ha
3aeP/KKYy MOTOPHOTO Pa3BHUTHs (HE CHIMT, roJso-
BY HC JCPXKHT, HE I0J13aeT). AHAMHE3 JKU3HU:
pebeHOK OT BTOPOH OepeMEeHHOCTH, BTOPBIX Ca-
MOCTOSITE/IbHBIX pooB. OT nepBoii GepeMeHHOC-
TH peOeHOK 370poBbIH. JlaHHAs GepeMEeHHOCTb
nporekana Ha ¢one OPBU B nepBom TprmecTpe,
AQHEMHH JIETKOM CTENEeHM B TEUCHUHM BCei Oepe-
meHHocTH. Ha 19-if Henene GepeMeHHOCTH 10
V3U nnopa auarnoctupoBan MBIIP y nnona.
BpoxaeHHbIH MOpok cepiua: AedeKT MEHOKeny-
npoukoBoit (JIMIKII). BIIP mouenonoBoii cucre-
Mbl. AreHe3us npaoii nmouku. DI'MXA, kucra
COCY/IUCTOTO CIUIETEHHUSI TOJIOBHOrO Mo3ra. Poau-
TEJIM OT MpEpbIBaHUSI OEPEMEHHOCTH OTKAa3aJIUCh.
Ponbl camocTosTEeNbHBIC, MPOTEKIN 03 0COOEH-
HocTel, B cpoke 41 Heaenu, poauiach JCBOYKa
BecoM 2412 1, poctom 46 cm. OLEHUAN MO LIKa-
ne Anrap Ha 6-7 GamnoB. CocrosiHue peOeHKa
NpU POXKACHUU OBLIO TSDKENBIM 33 CUET AbIXa-
TeJIbHON HejoctatoyHocTu. [lepBbie 3 nHs Ku3-
HHU pPeOCHOK HAXOAMJICS B OTACICHUH JCTCKOH pe-
aHMMalMKU C JMArHO30M: PECHUPATOPHBIH JUCT-
pecc-cunapom, JIH 3 crenenu. IlepunaranbHoe
nopaxxenue [[THC, cunapom yruereHus. 3aaepix-
Ka BHYTpuyTpoOHOro passutusi. C 3 aHs KHM3HH
pebeHok ObLT NEpeBeficH Ha BTOPOW ITar BbIXa-
’KMBaHUS, I7€ Noiyvan aainbHeniee neuenue. Ha
16-if neHb BBINMUCAIUCH JOMOM, 101 HaOJIIONCHU-
€M meauaTrpa Mo MECTy JXuTenbcTBa. Yepes He-
JeN0 U B JalbHeliieM 3 pasa mosyvana craiu-
OHApPHOE JICYEHHUE B ACTCKOH MH(PEKIIMOHHON 00b-
HULC C JMarHO30M: «OCTpasi pecrupaTopHasi BU-
pycHas nuHdekums. OcTpblii 00CTPYKTHBHBIH OPOH-
XHT, TspKesasi popmay. ConyTCTBYIOIIMN AUATHO3:
JAIMIKII, OAII, OOO. [duadparmanbHas rpbbka
caepa. bBOH 2crt. ['unepruiazust BHJIOYKOBOM JKe-
ne3pl 2 cm". Ha 10-m Mecsine xu3HH peOCHOK
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NOCTYNAeT B OTJAC/ICHHE HEBPOJIOTHH MJIANIEro
Bo3pacTa. [Ipu mocTymieHUH ofliee COCTOSHHE
pebeHKa cpeaHell TAXKECTH 3a CHET HEBPOJIOTH-
YecKHX MpH3HAKoB. B cOMaTHYeckoM cTaTyce:
¢usznveckoe pazBHTHE HHXE CPeJHEro, Bec
4,300 kT, OKpPYKHOCTH TOJOBH 39 cM (MHKpOLe-
danmms). Koxa GueaHol OKpackd ¢ MpPaMOPHBIM
OTTeHKOM. [IOJKOKHO-KHPOBOH CIOH pasBHT He-
nocratoqHo. [Ipn nepBuvHOM OocMOTpe pebeHkKa
OTpesieSIIOTCA: IHPOKas MEPeHOCHIIa, HU3KO pac-
NOJIOKEHHBIE YIIHBIE PAKOBHHBI, OTCYTCTBYET KO-
3e70K yXa, peAKHH POCT BOIOC M AHOMAILHEIH
POCT PECHHIL, STIUKAHT, MHKPO(QTaIbMH, ITO3, He-
JOpa3BUTHe HUKHeH UelllocTH, cToma ‘kaganka',
MaJIEHBKHH 100 B poT. [BiwxkeHus B Tazobenpen-
HOM cycTaBe He B NMOJTHOM ofbeMe. [pynHas
KJIETKa NPH OCMOTPE B31YyTas, BBIPAKEHHOE Clie-
Ba. Co CTOPOHBI ABIXaTeNnbHOH H cepAedHO-COCy-
JUcToN cucTeMbl 6e3 ocobeHHocTel. HmeroTes
NaTONOrHd CTPOSHHA MONOBBIX OpPraHOB: THIEPT-
POPHPOBAHHLIH KIUTOP H HEJOPA3BUTHIE [IOJIOBLIE
ryosl. CTyn U MoueHcnyckaHue 6e3 ocoGeHHOC-
Teit (co cmoB Mambl). Hepponorudyeckuii craryc:
B CO3HaHMH, BSUIBIH. DMOLMOHANbBHas chepa CHH-
JKE€Ha, JIMIO THIIOMHMHYHOE, B OKPY)KAIOILEM HE
OpHeHTHpYeTcd. MeHUHreanbHEle 3HAKH OTpHILIA-
TenbHbIE. Co cTopoHEl 12 nap 4YepenHbIX HEPBOB:
cxoasiieecs: kocornasue. MOTopeakMu coXpaHe-
Ha. B obomx riazax MMeeTcs 4acTUYHAs KaTa-
pakTa. 3a npeaMeTraMd He cieaut. Cnyx He Ha-
pywied. HuctarM He ompenensercsa. Ilpu ynor-
peCreHHH efbl MepHOAHUECKH MOMepXHBAETCs.
[onoc cnabwili, U3pegKa H3NaeT MOHOTOHHBIE
3ByKH. QaclMKyNAUN U GUOPHILIALNHE OTCYTCTBY-
10T. B nBuratenvHo# cdepe: MBILICYHBINH TOHYC
nuctoHuueH. KoHTpakTypsl HeT. CyXoxkUIbHBIe
pednekcsl He BE3EIBaIOTCA, D=S. ['0noBy He yaep-
JKMBaeT, He CHJHUT, He NepeBopauHBaeTcs. YuH-
TBIBas BBIICH3IOKEHHBIE JaHHBIE, HAMU OBLI 10-
CTaBleH MpejBapHMTENbHBIH AMAarHo3: Hacne[-
CTBEHHBIH CHHIAPOM. 3aJep:kKKa NCHXOMOTOPHOTO
passutus. B3H 2- crenenu. ducnnasus tazoben-
peHHoro cyctapa. JlabopaTopHble H HHCTPYMEH-
TanbHble JaHHEle: QONHit aHanu3 KPOBH M o0IIUHT
aHaIN3 MOYH: 0€3 H3MECHEHHA.

Ha 3KT: cunycoas Taxukapaus YCC 166-
yaapoB B MHHYTY. HopmaneHoe nonmoxenue 20C.
YacTuyHas Grokafia nMpaBoH HOKKH myuka [Hcca.
[loBpIlIEHa IEKTPHUYECKAsA AKTHBHOCTH NPaBOrQ
KeTyHouKa.

Ha V3H OBI: nuddysHple H3MEHEHHS Ie-

yeHH. BIIP MBC. JIuctonus npapoil mo4kH, mo-
SICHUYHO-KPeCcTLOBas ?

Ha KT 2on08n020 mo3za: perpouepebemmip-
Had JTHKBOPHAsA KHCTA.

Ha KT opeanos 2pyonoit Kremxu: BPOX-
JeHHasd AuadparManbHas Iphlka, HCTHHHas clle-
Ba. BocnanuTenpHpie H3MEHEHHA TApEHXHMBI JIer-
kux. KT kapTHHa xapakTepHa s ABYXCTOPOH-
Hell NoNHcerMeHTapHOH MHEBMOHHUIA.

PentreHorpagmsa TtazoGeApeHHOro cycrara:
JUCTIIA3HA Ta300€IpEHHBIX CYCTaBOB.

I[Tpu kapHOTHIHPOBAHUU OGHapYxeHOo 47 Xpo-
MOCOM, TpHcomus mo 18-H xpomocome, 4TO MO-
3BOJISIET MOATBEPIUTH AHATHO3 HACNeACTBEHHOM
natoyioruH. Bo Bpems npeOpiBaHNs B CTallMOHApE
y JeBOUKH YXYAIIHIOCH COCTOSHHE B CBS3H C
NPHCOETHHEHHEM OCTPOIl PECTUPATOPHOH HH(EK-
L[{H, OCIOKHUBLIASACA ABYXCTOPOHHE! MHeBMOHH-
eil. Ilomy4yana aHTUOAKTEPHANBHYID TEpanuio.
Iocne cTabunuzalMH cOCTOsIHUSA, HA 13-if JeHb
rOCIHTAIM3alH{ OblIa BHINHCAHA JOMOH IO Ha-
OmiofieHHeM YYacTKOBOTO NejuaTpa U JeTCKOro
HEBPOJIOra [0 MECTY JKHTEIBCTBA C COOTBETCTBY-
IOIIMH pekoMeHAalAMU. [IporHOZ B JAHHOM CITy-
yae HeOnaronpuarHelid. Jlaxke caMble COBpPEMEH-
HBIe MeTOABl NeueHHs H yXozZa MOTyT JHIIb MoJ-
IepKHBaTh XH3Hb pebeHka. Hu B Kakux mpoto-
KOMax HeT eJMHBIX peKOMeHIaluH Mo yXoay 3a
JETbMH C JaHHOIH XpOoMOocOMHOH myTanmeH. Iloa-
BOZSl UTOTH, XOTeNoch OB MOAUEPKHYTH, UTO MPH-
BEICHHOE KJIHHHYECKOE HAOMOIECHHE JEMOHCTPH-
pyeT HaMMeHee H3YyUeHHBIH BapHaHT aHOMAJHU
MOJIOBBIX XPOMOCOM: CHHIpoM Bapaca. Hetu c
3aJepsKKOH HepBHO-TICHXHUECKOTO Pa3BHTHA, ac-
To OoJielOIME U HUMEIONIME CTHIMBI JHC3MOpPHO-
reHeza HYXZAloTCd B 0043aTeIbHOM IeHeTHuec-
KoM 00cCiieIoBaHHH, YTOOBl AHArHOCTHPOBATh HAa-
cneJCcTBeHHOE XPOMOCOMHOe 3afoneBaHHe aaxe
IIPH OTCYTCTBHH KIIACCHYECKHX NPH3HAKOB.

BriBoabl. Ha mpuMepe kIHHHYeckoro ciy-
4asg NPeJOCTaBICHO PEIKOEe XPOMOCOMHOE 3abo-
neBaHHe — CHHAPOM 37BapAca. Y JaHHOro nar-
€HTa He OBUIO THIHYHBIX NPOABICHUH: BHIUMBIX
H3MEHEHHH KOCTHO-MBIIIEUHOM CHCTEMBI, UTO
XapaKTEepHO MNpH JAaHHOH NAaTONOTHH. JTO BLI3BA-
10 3aTpYJHEHHs B MOCTAHOBKe AMarHosa. Wcxons
M3 9TOr0, JeJ1aeM BBIBOJ: YTO HETHIIHHHOE IPOSB-
JeHHe XpOMOCOMHOro 3a0oieBaHHsl He OTpHLIaeT
€ro HalNM4HA M [JI1 YTOYHEHHs JHarHosa o0s3a-
TeNbHO HAA0 MPOBECTH FeHeTHdecKoe Hccaeno-
BaHHE.
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TYWIH

Byn makanaga AuarHo3 Kowga KublHAbIK TyFbl3faH OABapAC CUHAPOMBIHBIH Knaccukanbelk emec deHoTuni
opblH anfaH 10 annblK Kbi3ablH KNUHWKaNbIK XafaanblH KapacTblpambl3. O4Bapac cuHApoMbl Hemece 18 Tpuco-
MuUs cuHapombl - 6yn Gapnblk af3a xacywacbklHga Kocbimwa 18 xpomocoma GonybIMEH cunaTTanaTbiH Xannbl
XpomMocomanslK aybiTKy. MyHgan 6ananap Kypcakilwinik gamyabiH kKemuwinirimeH Tybinagbl. AypyabiH KIUHUKanNbIK
CUMNTOMAApPbI: TMNOTHOTUA, Tya BITKEH NCUXMKA XOHE KMMbIN-KO3FanbiC AamybiHbIH epecken Texenyi, kenTereH Tya
GiTkeH akaynap: cynek-6ynuiblKeT, )Xypek-KaH-Tamblp, ackasaH-illuek XaHe opTanblK XyWKe XyinenepidiH. CoHpai-
aK, Kepy MyLUeci xafblHaH e3repictep 6onagbl: KacaH KabblKkTblH MENAIPNIriHiH XXofanybl, Katapakra, NTo3, MUKPO-
TanemMusa. Anpbikwa Genrinepi: caycakTapbiH xabapnblkTan )KyablpbifbiHbIH, TyHOMi 60nybl, TOCIHIH KbiCKanblifbl,
GipHelwe caycarblHaa fofFa Topisai Tepinik cypeTTiH 6onybl. Makanaaa KepceTinreH KNUHUKanblK Kafaan MblcanbliH-
na OpBapAc CUHAPOMbIHBLIH MONUMOPMThINbIFLI Gavikanaabl: 6yn 6anana cyrnek-OynuibIKeT XyMeciHiH ToH e3repi-
cTepi TabbinfFaH xok. Haykacka OaBapac CMHAPOMbI CUSIKTbI XPOMOCOMarbIK aybITKY FreHETUKanblK 3epTTey HaTu-
Xeci KemerimeH faHa Koubingbl.

Tyninai cespep: OaBapac cuHapombl, 18 Tpucomusa, 6ana.

SUMMARY

This article discusses the clinical case a girl of 10 months, where there is not a classic manifestation of
Edwards syndrome phenotype, causing doubt in the diagnosis. Edwards Syndrome syndrome or trisomy 18 - is a
common chromosomal disorder caused by the presence in all cells of the body added hromosomy18. These
children are born with intrauterine growth retardation. Clinical symptoms of the disease: gipognotiya expressed
delayed mental and motor development, multiple congenital anomalies: the musculoskeletal, cardiovascular,
gastrointestinal and central nervous systems. Just marked changes in the organs of vision: corneal clouding
membranes, cataract, ptosis, microphthalmia. Distinguishing features: clenched fists with overlapping toes, short
sternum, skin pattern in the form of arcs on most fingers. For example, the clinical case described in the article,
there is a polymorphism of Edwards syndrome: from the child no changes typical of the musculoskeletal system.
Only with the help of genetic research could set the patient chromosomal disorder such as Edwards syndrome.

Key words: Edward"s syndrome, trisomy 18, child.
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