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BUIAJIOK CUHAPOMY KOPHEJII JE JIAHTE (KJIHIYHE CIIOCTEPEJKEHHS)

BUMNALOK CMHAOPOMY KOPHEMII OE NAHIE (KMIHIYHE CMOCTEPEXEHHSA). CtaTTa npucssuyeHa pigkicHOMy CUHAPOMY
3 HeACHUM XO0AoM ycnagkyBaHHa. OnucyloTbcsa eTionorifd, eHOTUMMNiYHIi O3HaKW, CMMMNTOMM, Ha MiACcTaBi AKUX nepiatp i

reHeTUuK MOXYTb 3a|'|i£l,03pI/ITVI amMmcTepoaMcCbKy KapJ'II/IKOBiCTb. CTtucno BuKnageHi 3aranbHi

NPUHUKUNK TiKyBaHHSA.

HaBepeHo kniHiyHe cnocTepexeHHs B AMTUHU A. BiKOM 6 poKiB 3 MONiOpraHHMM ypaxeHHSM.

CIYYAN CUHOPOMA KOPHENUW OE NAHTE (KIMTMHNYECKOE HABJIMHOOEHWE). CtaThs nocesileHa pegkomy CUHAPOMY
C HesicCHbIM X0A4O0M HacnepoBaHusi. OnucbiBalTCs 3TMoONOrus, eHoTUnMyYeckne Mpu3Haku, CUMMTOMbI, HAa OCHOBaHWUWU
KOTOpPbIX MeauaTp U FeHeTUK MOryT 3anofo3pUTb amMCTepAaMCKYH KapJIMKOBOCTb. KpaTKo M3noxeHbl oblivMe MpuHUMnbI
neyenus. lNpuBepeHo KnuHW4Yeckoe HabniopeHwe y pebeHka A. B Bo3pacTe 6 fieT C NOMMOPraHHbIM MOpaxXeHWEM.

CASE OF SYNDROME OF CORNELIA DE LANGE (CLINICAL OBSERVATIONS). The article is devoted to rare syndrome
of uncertain course of succession. Describes the etiology, phenotypic characteristics, symptoms, based on which a
pediatrician and geneticist may suspect the Amsterdam dwarfism. Principles of treatment summarize the general. Clinical
observation of the child V. 6 years old with multiple organ failure was conducted.

Knio4yoBi cnoBa: amcTtepgamcbKa KapnukoBicTb, cuHapom KopHenii ge IlaHre, gitu.

Knio4yeBble cnosa: amcTepgamMcKaa KapJiIMKoBOCTb, CUHAPOM KOpHeJ’IVIVI ne JIlavre, petw.

Key words: Amsterdam dwarfism, Cornelia de Lange syndrome, children.

Cunppom KopHenii ge JlaHre (amcTteppamcbka Kap-
NUKOBiCTb) Bnepwe onucavuin y lonnaHapii 8 1933 p.
nepiatpom K. de Lange y 2 piByaTok 3 HecrnopigHeHux
cimen. ¥ 1985 p. Ox. OniTty onucaB 3HAYHY KiNnbKicTb
Bunagkis cuHpgpomy KopHenii ge JlaHre 3 pi3HumMu xpo-
MOCOMHWMMW MopyweHHAMU. [1o TenepilwHbOro 4yacy €
onucu 6inbwe 400 xBopux y pi3HMX KpaiHax.

[aHi npo nonynsAuifiHy 4acToTy CUHAPOMY 3HA4YHO Ba-
pitototb - Big, 1:30 000 HoBoHapoaxeHux go 1:10 000-
12 000 [1].

ETionoria cuHgpomy Ao KiHuA He BMBYeHa. Tun ycnapg-
KyBaHHA He yTouyHeHuW. BinbwicTb BMNagkiB 3axBoploBaH-
HA cnopafguyHi. Mopsaga i3 uMm € cim'i 3 ypaxeHumu cubea-
My (6e3 XxpomMoCcOMHOI naTonorii), Wo AO3BONAE AEAKUM
aBTOpaM BUWCMOBMOBATU AYMKY NpPO ayTOCOMHO-peLecuB-
He ycnagkyBaHHA cuHgpomy [2]. Bigomi Takox Bunapkw,
KONW 3axBOplOBaHHA nepepaetbecsa Bif 6aTbKiB, AKi MaloTb
Hernnbokuin pedekt i comatuyHi pucu cuHgpomy [3].

KniHiyHa kapTWHa 3axBOpPIOBaAHHA B TUNOBMX BUMapA-
Kax AOCTaTHbO XapakTepHa. BigsHauyawTb BupaxeHy
cBoepipgHicTe y 6ynoBi obnuyya: rycti 3pouweHi 6poswu,
OOBri TYCTi 3arHyTi Bii, KOPOTKMIA HIiC 3 PO3rOpHYTUMM
Bnepen Hi3ApsMU i BTUCHYTUM nepeHiccam, 36iNnblieHa
BiiICTaHb MiX OCHOBOI HOCA i BEpxHbOW ryb6o, TOHKI
ryébu 3 onyweHumMu KyTamum poTa. Yepen 3meHWweHW,
6paxiuedaniyHoi bopmu. [oBxuHa i maca Tina xBopux
3HAYyHO BiAcCTalThb Bif HOpMWU. XapakTepHi aHomanii 6y-
0OBU BEepXHix KiHuiBok [4].

PosymoBa BigcTanicte BM3HAYaeTbCH MNPaKTUYHO Yy
BCiX XBOpUX 3 gaHum cuHapomom: y 80 % Bunagkis BCcTa-
HOBNOWTb iM6eunnbHicTe abo rnMboky AebinbHICTb.
OpHak onucaHoO i XBOPUX 3 HEPI3KO BUPaXeHUM iHTe-
nektyanbHum pedektom (1Q=73-75) [6].

OiarHo3 cuHgpomy KopHenii ge IlaHre He 3aBXxaun npo-
CTUIW, TOMY WO 3yCTpivyalTbCsA pPO3yMOBO BiacTani Agitm 3
HeBENMKUM YUCNOM aHoManil, WO BXOAATb Yy AAHUA CUH-
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apom. [iarHocTuka CUHAPOMY YycCKNafHeHa, OCKinbku
3[0iACHIOETBCSA Ha NiAcTaBi TiNbKM GEHOTUMIYHUX 03HaK [4].

CneuundivyHoro nikyBaHHA He icHye. [MpoBoaATb cum-
NTOMaTUYHy, NPOTUCYAOMHY i cefaTuBHy Tepanitw. 3ac-
TOCOBYIOTb HOOTponu, aHaboniyHi ropmoHu (Hepobon,
petabonin), BiTamiHu [2].

KniHiyHe  criocTepexeHHs.

OisunHka A. Bikom 6 pokiB 6yna rocnitanisoBaHa B
KMiHiKy 3i ckapramu maTtepi Ha: MnaBicTb, cnabkicTb, 6nto-
BaHHSA, BiApWUXKY, 3anopu, BiACTaBaHHA B POCTi, ONYLLEH-
HSA MOBiK, 3HUXEHHSA roCTPOTMU 30pY.

AHamMHe3 XWUTTSA i 3axBOPIOBaHHA: Hapoaunacs Bif
Apyroi BariTHOCTi, wWo nepebirana i3 3arpo3ot nepepu-
BaHHA B TepMiH 21 TuxpaeHb rectauii. Mpun BukoHaHHi Y3
nrnoga Ha 22 TUXHi recrauii BUSBIEHO CUHAPOM MHOXMH-
HUX YyPOAXEHUX Baj po3BUTKY. [lpoBefeHO amMHioueHTe3
i3 nopanbWWM LUTOreHEeTUYHUM [OCNiAXEHHAM (XpOMO-
COMHOI naTonorii y nnoga He BuABneHo). lMepwi nomnoru
NPOXOAUNM LWAAXOM onepauii KkecapeBoro po3TUHY B
TepMiH 37 TuXHiB (Ta30Be nepeanexaHHsa nnoga, mano-
Boaad). Hapopgunaca B acdikcii 3 OuiHKOKW 3a wWwKanow
Anrap 5-7 6anis. Maca npu HapoaxeHHi - 1700 r. Ha 2
noby nepeBefeHa B MiCbKWUIA MepuHaTanbHUN LEHTP 3
AiarHo3oM - rinmokcuyHo-iwemiyHe ypaxeHHsa LUHC, roc-
TpuW nepion, cepefHbOi TAXKOCTi, CUHAPOM NiKBOpPO-AU-
HaMiYHUX MOpyLlWeHb, CUHAPOM 3aTPUMKMW BHYTPILIHbOYT-
po6HOro po3BuUTKy, cumeTpuyHa dopma. OrnsHyTa reHe-
TUKOM, i Ha nmigcTtaBi ocobnuBocTen eHoTUNy AiarHoc-
ToBaHo cuHapom KopHenii ge JlaHre.

B gvHamiui - MCMXOMOTOPHUIA, CTATOKIHETUYHUNA,
di3nYHUIA pO3BUTOK 3 rpybolo 3aTPUMKO, 3amni3HEHHS
npopisyBaHHa 3y6iB.

Mepwa BariTHiCTb 3akiHYuMnacs camoBinbHUM abop-
TOM Ha 6 TUXHI recTauii.

PopoBia 06TAXeHUA MynbTudakTopiaibHUM 3axBo-
plOBaHHAM: y MaTepi - Bapuko3He PpO3LWPEHHA BeH
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HUXHIX KiHLiBOK, KicTo3HO-i6bpo3Ha macTonaris, B 6aTb-
Ka - BupaskoBa xBopoba uubynuHu ABaHaguaTUnanoi
knwkun. Cectpa 1 pik 3gopoBa.

Y Biui 2-x pokiB nepebyBana Ha 06CTeXeHHi B eH-
OOKPVHONOriYHOMY BigAiNeHHi, Ae nicna JocniagxXeHHs
6a3anbHOro piBHA COMaTOTPOMHOrO FOPMOHY Ta npo-
BeAeHHsl NMpoBOKaLinHOT Nnpobu 3 knogeniHoM BCTaHOB-
NIeHOo fiarHo3 - coMaToTpOnHa HepocTaTHICTb. |3 3amic-
HOK METOK NPU3HAYEeHO TOPMOH POCTY - FEHOTPOMiH Yy
no3i 0,4 mr Ha noby.

Mpw rocniTani3auii B cTauioHap 3aranbHUN CTaH TAX-
KWW, OiBYMHKA MnsiBa, aAuHamivyHa. Bigctae y disnyHomy
pPO3BUTKY 3a pOCTO-BaroBMMu nokasHmkamm Ha <2.9 SDS.
pyba 3aTpumKa TeMniB CTaTOKIHETUYHOIO, MCUXOMOBHOTO
Ta iHTenekTyanbHoro po3suTky. LWKipHi nokpueu 6niai, 3
MapMypoOBUM MasoOHKOM, XONMOAHI Ha AOTUK. TOHM cepus
PUTMIiYHi, BUCNYXOBYETbCA (PYHKLIiOHANbHUN CUCTOMIYHUN
Wwym 3 MakcumymoM Ha Bepxisui 1 y lll mixpebep'i. MNpu
nanbnauii - XvBiT M'Akuin, nomipHo 6ontoyunii B eniracTpii.
MeviHka Ha 1 cm BucTynae 3-nig kpato pebepHoi ayru,
Kpan rnapkumn, 3akpyrneHun. Cummntom [lacTepHaubko-
ro HeratTuBHuin 3 o60x cTopiH. CevyoBUNYCKaHHA pery-
nspHe, BinbHe, 6e36onicHe. Ceya XOBTOro KonbLopy, npo-
30pa, B gocTtaTHboMy 06cAaA3i. CxunbHiCTb 40 3akpenis.

deHoTUN: Mikpobpaxiyedania, niHia pocTy Bonoccs
Ha nob6i po3TawoBaHa HW3bKO, CUHOMPU3 (TOHKI, rycTi
6poBu), poOBri, 3arHyTi Bii, ABOCTOPOHHIA NTO3, ManeHb-
KWW Hic, TOHKi rybu, MikporeHia, Bucoke nNiagHebiHHA,
nedopmMoBaHi BYLWHI pakoBWHU, onirogakTunisa, ma-
NeHbKi KUCTIi W cTonu, KOpPOTKi Ta AedopmoBaHi nanbLi
niBOi KWUCTi, UMNiHAPWYHA TpyAHa KIiTKa, rineprpuxos.

HeBponoriyHui cTaTyc: BiACYTHICTb MPOAYKTUBHOIO
KOHTaKTy 3 OTOYYH4YMMKU, ManoemouiHa, M'a3oBa rino-
TOHIifl, NOXBaBMIEHHA CYXOXWNbHUX pedrekcis, po3ymo-
Ba BiAcTanicTb.

Honatkosi  metoaun 06CTEXEHHS:!

KniHiyHniA aHani3 kposi: remorno6id - 89 r/n, eputpo-
unTmn - 3,010'%/n, KonbopoBui nokasHuk - 0,89, micuamu
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MIiKpO- i MakKpouuTW, epUTPOLUTM YaCTKOBO TiMOXPOMHI,
aHI3oUNTO3, NEeNKoOUUTn - 6,210%n, n/sa - 2 %, c/s - 27 %,
nimgoumntn - 63 %, moHouutn - 7 %, WOE - 5 mm/rog.

PyHKUiOHanbHi Npobu ne4yiHKW, piBEHb TNOKO3N
KPOBi, KMiHIYHMIN aHami3 ceyi - B MexXax BiKOBOi HOpMMU.

PiBeHb niky ropmoHy pocTy B KpoBi - 4 Hr/mn. [lpu
npoBefeHHi NpoBoKauinHoi Npobu 3 knodeniHoMm nik
BUKUAY TOPMOHY POCTy > 7 Hr/mn.

OMNEXOKI - miHiManbHW 3BOPOTHWIN MOTIK KPOBi Ha
TpUKycniganbHOMY KnanaHi, aHoMalnbHa Xxopga niBoro
LIYyHOYKa.

Y3[ opraHiB 4YepeBHOi MOPOXHWUHU Ta HUPOK: €AMHA
niBa Hupka (nepdysis 3apoBinbHa).

EEl: napokcm3amanbHa akTUBHICTb Y BUrNAQi HU3b-
KoamMnniTyaHUX AMAY3HUX TFOCTPUX XBWUNb Ha Tni Auc-
DYHKUIT HUXHBbOCTOBOYPOBUX CTPYKTYP.

Exo-El: 03Haku MiKBOpPHOI rinepreHsii.

MonekynapHuin aHanis: pocnigxeHi noniMopgHi Ba-
piaHTM reHiB cucteMu QepMeHTiB onmaTHOro uukiy.
BctaHoBneHo reHotun: reH MTHFR 677 CT (retepo3u-
rota), reH MTRR 66 GG (retepo3uroTa).

Kapiotun 46, XX, G - C - okp. 1 % XpOMOCOMHOI He-
cTabinbHOCTI.

Ha nigctaBi ckapr, aHamMHe3y XMUTTA i 3axBOpKBaH-
Hsl, ocobnuBocTel eHOTMNY, HEBPONOriYHOro craTycy,
KNiHIYHOT KapTuHW, popoBoAy, AaHWX A0AAaTKOBUX i na-
6opaToOpHMX METOAIB AOCHIAXEHHA Y AUTUHW BCTaHOB-
neHo pgiarHo3 - cuHgpom KopHenii ge JlaHre. Cnapko-
BUA TpoMbBo@diniyHMin cTaH (reTepo3nroTHUN KOMNayHpg,
nonimopdHux BapiaHTiB reHiB MTHFR, MTRR). ComarTo-
TponHa HepoCTaTHICTb. AHOMaris Ce4yoBMBIQHOI cucTte-
MU (eguHa niBa Hupka). JediuntHa aHemia 3miwaHoro
reHesy, cepefHbOro CTyneHsa TAXKOCTi. Tpukycniganb-
Ha perypritauia | ctyneHsa. Mionia BMCOKOro ctyneHs.
CuHapoM noppa3HeHoro Kuwe4yHuka 6e3 piapei.
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