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XOJIECTA3, TMMNOrJjiMKEMAS
N HEOBbIYHbIN ®EHOTUIN

CuHapoM MoHocoMumu 18p- — KkpaitHe peakoe 3a6oneBaHue (1:50000 HOBOPOXKAEHHBIX, POAMBLUMXCS XXUBbIMMU). BpoxaeHHbI
rMNONUTYMTapU3M SIBNISIETCS OAHUM U3 NPOSABNEHMUIA faHHOTO cuHApoMa B 13% cnyuvaes.

PenkocTb AaHHOI naTosiorun o6ycnaBnMBaeT TPYAHOCTU paHHEN AMArHOCTMKU BPOXKAEHHOrO FMMONUTYMTapu3Ma B CUNy HEAO-
CTaTOYHOI OCBEA,OMJIEHHOCTU CpeaM NeauaTpoB U HEOHATOJIOrOB.

B paHHOM cTaTbe NpeacTaBAeH KIMHUYECKUIA CyUaii BPOXKAEHHOTO rMNONUTYUTapu3Ma y AEBOYKM C CUHAPOMOM MOHOCcoMuK 18p-,
KOTOPbIii NPOSABAANCA NOCNE POXKAEHUS CUMITOMAaMM X0JIECTa3a U FMMNOMMKEMUEN.

Kntoyesvle cnoea: cuHopom moHocomuu 18p- 8poxdeHHsili unonumyumapusm, cuHopom de Grouchy, HeoHamansHsili xonecmas,
euno2nukemus.
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CHOLESTASIS, HYPOGLYCEMIA AND UNUSUAL PHENOTYPE AS THE MANIFESTATIONS OF CONGENITAL HYPOPITUITARISM AS
PART OF MONOSOMY 18P- SYNDROME

The monosomy 18p-syndrome refers to an extremely rare disorder (1:50,000 live-born infants). Congenital hypopituitarism is
one of the manifestations of this syndrome in 13% of cases.

The rarity of this pathology causes difficulties in the early detection of congenital hypopituitarism due to lack of awareness
among paediatricians and neonatologists.

The article presents a clinical case of congenital hypopituitarism in a girl with monosomy 18p-syndrome, which manifested
itself after birth in the form of cholestasis and hypoglycaemia.

Keywords: monosomy 18p-syndrome, congenital hypopituitarism, De Grouchy syndrome, neonatal cholestasis, hypoglycaemia.

BBEOEHUE

CMHAPOM MOHOCOMMM KOPOTKOTO mnieva 18-1 xpomoco-
Mbl (18p- cuHapoMm, cuHapom de Grouchy) Bnepsble Obin
onucaH B 1963 r. ppaHuy3ckmM reHeTnkoMm Jean de Grouchy.
70 pefkoe reHeTuyeckoe 3aboneBaHune C 4acToToW BCTpe-
yaemocti 1:50000 >xMBbIX HOBOPOXAEHHbIX, KOTOPOE Yalle
nposiBnsetca y aesovek [1, 2]. 3tmonorus naHHoro 3abone-
BaHMS CBS3aHa C MOMHOM MW YaCTUYHOM Aeneuunen KopoT-
Koro nneyva 18-1 xpomocoMbl 1 B 2/3 cnyvaes sBnsgetcs de
novo [3]. bepemMeHHOCTb U poabl 0BbIYHO NpoTekatT bes
0cobeHHOCTEN, OHAKO MaLMEHTbl C MOHOCOMMEN KOPOTKO-
ro nneya 18- XxpoMOCOMbI MOTYT UMETb HU3KYIO Maccy Tena
npu poxaeHuw. Nposgsnenna naHHoro 3aboneBaHus Kpam-
He BapuabenbHbl M MOTMYT CUMIBHO OTAMYATLCS Y Pa3HbIX
naumMeHToB. K O4YeHb 4acCTblM CMMMATOMaM OTHOCATCS
YMCTBEHHAs OTCTanocTb (cpefHui yposeHsb 1Q 69 (51-99)),
3apepxka peun u pocta [4]. K yacTbiM NposBAeHUSIM AaH-
HOW MaToNOrMM MOXHO OTHECTM rononpoceHuedanmyeckne
NOpPOKM Pa3BUTUS FONOBHOrO MO3ra, NTO3, KaTapakTy, Nio-
CKYK0 CMWHKY HOCa, LWMPOKWUIA POT C KOPOTKOM BEPXHEW

rybo, MUKpOrHaTHIO, OTTOMbIPEHHbIE YLLIM, KOPOTKYHO LUED C
KPbINOBMAHBIMK CKNafkaMu, KMPOCKonnos, BoiBuX benpa,
KOCONanoCTb, BOPOHKOOOPA3HYK TPYAHYI KNETKY, Mymnoy-
HYIO M MaxoBYH rpbixXy, kapuec [5]. M3 NOpoKoB BHYTpeH-
HWX OPpraHoB Yalle BCTPEYAlTC BPOXKAEHHbIE MOPOKM
cepaua [6]. Y oTaenbHbIX NALMEHTOB ONMUCAHbI AYTOUMMYH-
Hble 3aboneBaHus, anoneuus, Mbllle4yHas AUCTOHUS.
[Mnonutymtapusm BcTpeyaetcs B 13% cnydvaes u xapakTe-
pu3syeTtcs neduLUMTOM FOPMOHOB NepeaHen fonm runodpusa
[7]. Mpu 3TOM y NauMEHTOB Ha NEPBbIA NAAH MOTYT BbLICTY-
naTb TakMe CMMNTOMbI, KaK TUMAOMIMKEMUS M XONecTas.
CBoeBpeMeHHOE Ha3HayeHWe 3aMecTUTeNbHOW Tepanuu
€nocobcTByeT MNOMHOM KIMHMKO-N1abopaTOPHOM pPeEMUCCUMN.
OpHako, yunTbiBag HecneunduUyHOCTb AaHHbBIX CMMNTOMOB,
a TaKXKe peaKyl 4acToTy BCTPEYAEMOCTU BPOXAEHHOIO
rMAONUTYUTapM3Ma, MOCTAHOBKA AMArHO3a M Hayano 3ame-
CTUTENbHOM Tepanuu MOXET ObITb 3HAUMTENIbHO OTCPOYEHO,
4TO HEenoCpeAcCTBEHHO BAMSET Ha OOLMIA MPOrHO3.

Llenb: knuHnyeckoe HabntoaeHwe pebeHka C BPOXAEH-
HbIM TUMOMUTYMTapuM3MOM B COCTaBE PenKkoro CMHAPOMA
MOHOCOMMK 18-11 XpPOMOCOMBI.
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KIMHUYECKUE HABJTIOAEHUA

AHamHe3: [IOHOWEHHAs AeBOYKA POAMNACH Y KEHLUMHbI
39 nert, ot 5-11 6epemeHHocTH (1-9 6epemMeHHocTb B 1990 T,
pPOAMNCA [OHOLWEHHbIA 300POBbIA Manbyuuk; 2-1 GepemeH-
HocTb — 1993 . u 3-9 6epeMeHHoCTb — 1996 I. — MeonUMH-
CKWit abopT; 4-9 6epemeHHocTb — 2008 1. - poamncs AoHO-
LUEeHHbIM 3L0POBbI Manbyuk). Poapl 3-e CaMONpoun3BONbHbIE
B Cpok. Macca Tena npu poxaeHun — 3210 r, anmHa - 50 ¢,
oueHKa no wkane Anrap 6/8 6annos. CoctosHme npu poxae-
HWM pacLEeHMBANOCh Kak Tskenoe, 0bycIoBNeHHOE CMHAPO-
MOM YyrHeTeHMs.

AHamHe3 3a6onesanus: Npu poxnie-
HUM  ObIM  BbISIBIEHbI OCOOEHHOCTU
dheHoTUNa: LWMPOKKIA POT, HU3KO pacno-
NIOXKEHHbIE YLUHble PaKOBWHbI, MI0OCKas
nepeHocuua (puc. 1). B TeyeHune nepsbix
13 4 XM3HKM THKECTb COCTOSIHMS Obina
00ycnoBneHa CMHAPOMOM YrHeTeHws,
OTMEeYancs 3nu304 arnHo3, KOTOPbIi
KYNUPOBaH TaKTUIbHOM CTUMYNSLMEN.
Mpu M3MepeHMU TNHOKO3bl KPOBM MOKa-
3atenb coctanan 0,7 MMonb/n, B CBA3M
C YeM NPOBOAWIOCH BHYTPMBEHHOE BBE-
[leHWe pacTBOPOB [MOKO3bl. Y AEBOYKM
O0TMeYanacb BbIPAXXEHHAS MbleYyHas
TMNOTOHMS M HapyLLIEHME cocaTenbHOro pednekca.

CovemaHue 2unozsukemMuu u CUHOpoMa xonecmasa
Moxkem 6bimb 0OHUM U3 pAHHUX NPU3HAKOB
3HOOKPUHHDbIX HapywieHutl, U 8 MoM Yucse
2unonumyumapusma

K KoHUy nepBbIX CyTOK XM3HM Yy pebeHka nosBunachb
MKTEPUYHOCTb KOXHbIX MOKPOBOB, B CBA3M C YEM MPOBOAM-
nace potortepanus. Mpu AnHamMmuueckoM obcnefoBaHMM Ha
2-e CYTKM >XM3HM nokasatenb OunmpybuHa onpepensncs
6unutectoM U Obin B npeaenax BO3PACTHOM HOPMbI, He
6onee 256 MkM/n. B Bo3pacte 3-4 cyTOK XM3HWM OTMEYANoCh
YyCUNEHMWE XeNnTyxu, B CBA3M C 4eM GoToTepanmio BO30OHOBK-
N1, O[LHAKO CbIBOPOTOYHbIV YPOBEHb BUANPYOUHA He mccne-
foBancs.

Ha 5-e CyTKM XM3HUW B CBSA3M C COXPAHAOLLENCS XKenTy-
XOM (HeECMOTpS Ha NPOBOAMMYIO (DOTOTEPANMID), CUHAPOMOM
yrieteHns LUHC pebeHok nepeBonuTcs B AeTCKOe OTAene-
Hue. Mpu obcnenoBaHum obWMii BunmpybuH — 360 MKM/n,
npsmoit — 46 MkM/n. Mpu ynbTpa3ByKOBOM WMCCNeAO0BaHMM
(Y3M) opraHoB OploWHOM MONOCTU BbisBAEHbI ANDDY3HbIE
M3MEHEHMWS NeYeHn, Manblii pazmep xenyHoro ny3bipsa (10,9
X 2,4 MM) C YTONLWEHHbIMU CTEHKaMU; YMEPEHHOE yBenuye-
HWe ceneseHkM B paaMepax; CBOOOLHAs XMAKOCTb B 061acTu
HWXHEro nontca ceneseHkn. B Bo3pacte 9 CyToK XM3HM C
MOLO3PEHMEM Ha aTpPE3WI0 XENYEBbLIBOASLLMX NyTel pebe-
HOK MepeBefeH B XMPypruyeckoe oTaeneHue.

Mpu 06cnenoBaHUM B XMPYPrMYeCcKOM OTAENEHWUU OTMe-
Yanocb yMepeHHoe yBennyeHne pasmepos neyexu (+2,5 cm
M3-noj npaBoi pebepHOM Ayrv), yBEIMYEeHWe CeneseHKku
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Pucynok 1. Maumentka B BO3pacte
1 mecqua

(+1,5 c™M m3-nop neson pebepHow Ayru), CTyn — rMNOXonny-
HbIK, MOYa CBeTnas. buoxmumuueckoe nccnenoBaHWe KpPOBM
BbIBMIO Nerkoe nosbiweHne yposHs ACT (55 Ean/n (Hopma
no 40 E/n)), npu HopmansHoM yposHe AJIT (35 En/n (Hopma
no 40 E/n)), runepbunnpybunHemMmio 3a cyeT npamMon dpak-
umn  (BunmnpybuH obwmnin-222,2 MkM/n, npsamoit 6unupy-
6un - 49 MkM/n), noebiweHne xonectepuHa B 1,4 pasa,
Tpuranuepunos B 1,6 pasa. [lpyrue buoxumumueckmne mapke-
pbl xonectasza: W®, T octaBanncb B npenenax HopMbl.
YpOBeHb 31eKTPONAWUTOB (HaTpwii, Kanui) Obin B HOpMe.
Obpalano Ha cebs BHUMaHWE CHUXEHME YPOBHS OKO3bI
KpoBM A0 2,6 MM/n. Mapkepbl CUCTEM-
HOro BOCMANWUTENbHOrO OTBeTa Obln
oTpuuaTensHole. ObcnenoBaHWe Ha
BUpYCHble renatutbl u  TORCH-
KOMMNNeKCc - oTpuuaTensHble. B remo-
CTasnorpaMMe BbISIBNEHbI MPU3HAKK
yMepeHHoro geduumMta BUTAMUH-
K-3aBMCMMbIX GaKTOPOB CBEPTbIBAHMS
KPOBM (YMEpPEHHOE CHWXEeHWe npo-
TpoMbuHa no KBuKy, yasMHeHWe npo-
TPOMOMHOBOTO BpPEMEHM, YBEUYEHUE
MHO).

Takum 0bpa3oMm, B Te4eHWe nepebix
10 oHew xu3HM y pebeHka 0TMeYanmchb
cnepytoLme CUMNTOMbI: TUMOMIUKEMMS
C NepBbIX YaCOB XM3HU, TMNepbunnpybuHeMms 3a cyet nps-
MOW (DpaKUMK, yMEPEHHbBIN CUHAPOM LMTONN3A, TMNEPANMU-
[eMus, Manblidi pa3Mep enyHoro nysblps npu Y3-uccneno-
BaHMWU, TUMOXONMS CTyNa NpW OTPULATENbHLIX Mapkepax
BOCMANEHWUS U OTCYTCTBMM MPU3HAKOB, CBUAETENbCTBYOLLMX
00 WHMEKUMOHHOM naTonornn. BbisiBNeHHble W3MeEHeHMs
SABUIMCb OCHOBAHWEM N9 NpoBefeHus onddepeHumnanbHo-
ro AMarHosa mMexay BpoXAeHHbIMU MeTabonmyeckMMn Hapy-
WeHUIMK, Npexae BCEro ranakrto3eMuei, TUPO3MHEMUEN,
rMMKOreH03aMu, a TakxKe aTpesuneit XKeNyHbiX NpOTOKOB.

BmecTte c TeM coyeTaHWe rMNOrMMKEMUM U HEOHATANIbHO-
ro X0Necrtasa MOXeT OblTb OLHMM M3 PaHHMX MPU3HAKOB
3HAOKPWMHHbBIX HapyWeHW 1 B NepBY0 OYepelb BPOXAEH-
HOro runonuTyMTapusmal

MamozeHemuyeckuli MexaHu3m xonecmasa

npu 2unonumyumapu3sme obycnosneH npexade 8ce2o
deguyumom Kopmu3o/da, KOmopbili CHUXxaem
3KCnpeccuio KaHaabyesbiX MpaHCNOPMHbIX
npomeuHos (BSEP, MDR3, MRP 2), omaemcmgaeHHbIX
3a ceKpeyulio )Ke4u 8 XXe/4YHble KaHabybl

BbisiBneH BbICOKMIA ypoBeHb anbda-peTtonpoTenHa (ADIT)
>3000 Hr/mn, yto Haubonee TUMMYHO AN TUPO3UHEMMM.
OpHako B npouecce fanbHelwero obcnenoBaHus, BKIOYAt0-
LLero ypoBeHb TUPO3MHA KPOBM U CYKLMHWMNALETOHA B MOYe
TUMPO3MHEMUS Bblna UCKNKOYEHA. YDOBEHb ranakTo3bl B KPOBM
Ha OCHOBAaHWW HEOHATANbHOTO CKPUHMHIA, @ TakKXe aKTUB-
HOCTb (bepMeHTa ranakToso-1-docdar ypuanntpaHcbhepasa
66l B Npeaenax HopMbl, YTO MNO3BOIUNIO UCKOYUTD ranak-
To3emuto. KpoMe Toro, He BbISIBIEHO AAHHbIX 33 HAC1eACTBEH-



Hble aMMHOALMA0NATUM, OPraHUYecKue aunaypumn U edekTbl
MWUTOXOHAPUANbHOrO BeTa-okucneHus. MccnegoBaHne Kuc-
NOTHO-OCHOBHOTO COCTOSIHMS OblNO B Mpeaenax Hopmol. [pu
Y3-uccnenoBaHum: NevyeHb YMEPEHHO YBeAUYEHa, NMOBbILEH-
HOM IXOreHHOCTU; BHYTpUNMEYEeHOYHbIE XEeNYHble NPOTOKKN HE
paclUMpeHbl; NO AONNNEPOMETPUU — KPOBOTOK HE M3MEHEH;
XKENYHbIA My3blpb HOPMasbHbIX pa3MepoB, C neperMbom,
CTeHKu yTonueHbl. CeneseHka HOpMasbHbIX Pa3MePOB W 3X0-
reHHOCTW. Y3-uccnenoBaHue noyek: NoYkn HOpManbHbIX pas-
MepoB, anddepeHLMPOBKa COXPaHeHa, 3XOreHHOCTb KOPKO-
BOro cnos nosblweHa; YJ1C He pacwumpeHa, ynnoTHeHa.
[enatobunmapHas CUMHTUIpadUs: HAKOMUTENbHAN (BYHKLMS
renaTouMTOB He HapyleHa, BblAENWUTENbHAS CHUXKEHa.
C uenbio OMAarHOCTUKM BPOXKAEHHOTO 33aboneBaHUs nevyeHu
[eBoyke Obina npoBefeHa Kpaesas OMOMCMS MedveHu, Mo
pe3ynsTaTaM KOTOPOW BbisiBNEHbI Hecneunduyeckme npusHa-
KM XPOHMYECKOro NepunopTanbHOro renatmMTa HU3KOW cTene-
HM TMCTONOMMYECKOM aKTUBHOCTK 6e3 yyeTa cknepo3a. MHaekc
rucronormyeckoi aktmeHoctn no Knodell - 4-6 6annos.
MHupekc ckneposa no Desmet — 0-1 6ann (HU3KMN).

Cryn 3a Bpems npebbiBaHMS B XMPYpPruyeckom OTAene-
HWM NOCTENEHHO CTan OKpaLUeHHbIM. [onyyYeHHble pe3ynbra-
Tbl, HapsAy C OKPaLWEHHbIM CTYNOM, SBUAUCH OCHOBAaHMEM
LN CKITIOYEeHMS aTpe3nm XXenyHbIX NpOoToKoB. [pu peHTreHe
rPpyLHOro OTAena No3BOHOYHMKA OTMEYaNochb pacliennexHue
Ten NO3BOHKOB B MPYAHOM OTAENE, YTO XapaKTEPHO ANS CUH-
LpoMa ANaxunnb, OAHAKO APYTMX XapaKTePHbIX U3MEHEeHMH
He Obino. BbisBneHa nepefHekancynspHas BpOXAEHHAS
KaTapakTta cnesa. [1pu axokapanorpapuyeckoM mccnenosa-
Hum (IxoKT) BbisBNEH AedeKT MexnpeacepaHOn neperopoa-
Ku. Tpn MccnenoBaHWM KapuoTtuna BbiBNEH HecbanaHcnpo-
BaHHbIM KapuoTun (MOHOCOMMUS MO KOPOTKOMY nnedy 18-i
XPOMOCOMbI) C 3aMHTEPECOBAHHOCTbIO LLEHTPOMEpPHOI 0bna-
cm 46 XX del (18) (p11.1; p 11.32).

lFunoznukemuyeckuti cuHGpoM, Komopebiil,

Kak npasuno, umeem mecmo 6osee yem 8 90%
Cy4anx npu 8BpoXKOeHHOM 2unonumyumapusme,
nosBsiemcs ¢ nepabix OHell XXU3HU U MO)Kem uMemb
nepcucmupyioujee meveHue

Mpy nccnegoBaHMM ropMOHanbHOro cratyca: T11 - 1,8
MMEpn/n (Hopma 0,88-5,42 MMEn/n), T4 cB. - 7,37 nMonb/n
(Hopma 10,96-20,57 nmMonb/n), HyNeBOW YpOBEHb KOPTM30/3,
cneposble konnyectsa CTT (0,02 Hr/mn npu Hopme 0,5-3,96
Hr/MAN), HOPManbHbIM YpPOBEHb MPONAKTUHA M WMHCYMHA.
OpnHako AaHHble M3MeHeHUS He Bblin pacLeHeHbl Kak naTo-
noruyeckue, pebeHKy yCTaHOBNEH AmMarHo3: [enatut HeyTou-
HEHHOM 3TMonorMn. MoHocomMms Mo KOpoTKoMy nnedvy 18-i
XPOMOCOMBbI. [lepuHaTanbHOE rUNOKCUYeCKU-ULLEMUYECKOoe
nopaxenune LUHC. 3apepxka MOTOpPHOro pasBuTHMS.
[MpoBOAMNOCH 30HAOBOE MUTaHME B CBA3M CO CaboCTbio
cocatenbHoro pednekca, BBegeHme 10%-How roKo3bl Kax-
[ble 2 Y, XXenyeroHHas Tepanusg npenapaToM ypCOAEe30KCH-
xonesow kucnotel (Ypcodanbk, cycneHsus, dupma Dr. Falk
Pharma GmbH (fepmanug)) (20 mr/kr/cyT). B Bo3pacte 1-ro
MecsLua BbiNMcaHa nofL HabnLeHe y4acTkoBOro neamarpa.

3a nepuopn ot 1 go 2 mecsueB pebeHOK ABaXAbl NMOCTY-
nan B CTaLuMOHap No MecTy XWTEeNbCTBA: MEPBbLIA pa3 B CBA3M
C TeYeHneM MHOEKLMOHHOro NpoLecca, BTOpOM pa3 B CBA3M
C 0OUNbHBIMK CPBITMBAHMAMM, OTCYTCTBMEM NpUDOaBKM B Bece.
Mpn obcnenoBaHMM OTMEYancs HWU3KWI YPOBEHb MIMKEMUM
2,8-2,9 mM/n, HecmoTpa Ha apobHoe BBeaeHne 10%-HoM
rIOKO3bl Yepes 30HA, NPOBOAMAACL CMMMATOMATMYecKas
Tepanwms.

B Hawem LleHTpe pebeHok BnepBble 06CNefoBaH B BO3-
pacte 2,5 mecsues. pn ocMoTpe OTMedYanachb 3agepkka
du3mnyeckoro pazsutng (poct 52 cm (p < 2) SDS = -3,65; Bec
3,79 kr (p < 2), UMT = 14,02 kr/m2 SDS UMT = -4,48), Bbipa-
XEHHas MbllleYyHas TMIoTOHMS, chyTCTBme cocaTenbHoro
pednekca. PebeHok nonyyan KopmaeHue yepes 30HA, CMe-
cbto HAH 6e3n1akTo3HbI. KoxHble MOKPOBbI CyGbUKTEPUY-
Hble, NeYeHb He YBENWYeHa, ceneseHka yBenuyeHa (+2 cm
n3-nog nesoro pebepHoro kpas). B 6uoxnummyeckom aHanm-
3e KpOBM BbISIBNEHO NOBblWeHue obuwero bunmpybuHa ao
76,32 MkM/n 3a cyeT npamoi dpakummn -23 mkM/n (30%);
yMepeHHbIN cuHapoM umtonusa: ACT-214,4 En/n (5,4 N) ANTT-
83,5 Ea/n (2,1N); nerkoe nosbiwenue T (1,2 N), Tpurnmue-
punpos (1,8 N), nosbiwenne kanua (5,71 MM/n), noBbllweHne
cbiBopoTo4HOro xenesa (1,4 N), LL® n xonectepuH 6binn B
npenenax Hopmbl. AMI pesko nosbiweH: 10000 Hr/ma (100
N). Mpu npoBeneHun Y3-uccnenoBaHUs OTMEYANUCh AUD-
(dy3Hble M3MEHEHUS MEYEHW, XXENYHbIW My3bipb NPaBUIbHOM
(hOpPMbI, HOPMANbHbIX Pa3MEPOB C MPUCTEHOYHbIMK HaNOXe-
HUSMU, YBEIMYEHME PA3MEPOB CENEe3EHKM.

YpoBeHb MMMKeMMmM yepes 3 4 nocie KOPMAEeHUs COCTaB-
nan 2,6 MM/n, nocne yBenuyeHus MHTEPBaNa Mexay Kopme-
Huamu oo 4,5 4 - 1,1 mM/n.

Takum 06pa3oM, coveTaHue rMNOrMMKEMUM, CUHOPOMA
X0/1eCTasa U CMHAPOMA LMTONN3A, 3afepXKKa GU3NYecKoro u
NMCMXOMOTOPHOIO Ppa3BWUTMS, BbISBEHWE MOHOCOMWUM MO
KopoTKoMy nneyy 18- xpomocomsl, pe3koe cHkeHne CTT 1
HYNeBOM ypOBEHb KOPTU30/1a CBUAETENLCTBOBAM O BbICOKOW
BEPOATHOCTU BPOXAEHHOIO TMNONUTYUTapm3Ma B COYETAHMM
C XPOMOCOMHOM NaTONOrMen.

Mpn npoBefeHnM NOBTOPHOrO rOPMOHANbHOIO 0bcneno-
BaHMs ObI MOMYYEH HU3KWIA YPOBEHb KOpTM30na (MeHee 11
HMonb/n (npu HopMe 185-624 HMONb/N)), CHUXKEHHBIN ypO-
BeHb AKTI 6,05 nr/mn (Hopma 46-100 nr/mn), oTMe4anoch
CHWXeHWe ypoBHS cBoboaHoro T4 o 7,37 nmMonb/n (lHopMa
0,9-20,57 nmonb/n) npu TTT 1,6 MMEa/n (Hopma 0,85-5,42
MMEL/n), ypoBeHb MpOnakTMHa OCTaBaNCd B npenenax
HopMbl. 1o gaHHbIM MPT ronoBHoOro Mo3sra TkaHb runodusa
[LOCTOBEPHO He onpenensnaco.

PebeHKy 6bln yCTaHOBMEH AMarHo3: XpOMOCOMHas NaTo-
NOrMs: MOHOCOMMS MO KOPOTKOMY nnevy 18- XpoMOCOMbI:
BPOXAEHHbLIM TUNONUTYMTApU3M. BTOPHUYHBLIM rMNOTMpeOos.
BTOpWYHBIV rMNOKOPTULM3M.

HasHaueHa 3amecTuTenbHas Tepanus npenapaTom neBo-
TUPOKCKH (L-TMPOKCKH) B LO3MPOBKE 25 MKI/CyT 1 ruapokop-
TM30HOM B [103MpOBKe 1, 25 Mr x 3 p/cyT (15 Mr/M2) ¢ nocne-
AyWMM yMeHblieHnem ao 0,8 Mr x 3 p/cyT (10 Mr/m).
MpooonxeHo neyeHue npenapatoM ypcodanbk (CycneH3us)
n3 pacdeta 30 mr/kr/cyT. B kauyecTtBe OCHOBHOIO MUTAHUS
pebeHOK Hayan nonyyatb neyebHoe NUTaHWe, coLepxallee
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cpepnHelenoyeyHble Tpuranuepuabl (CLIT), koTopoe nokasa-
HO NpW HanWuMM CMHApPOMA Xxonectasa. BcacbiBanme CLT B
KMLIEYHUKE OCYLLECTBNSETCS BE3 y4acTus xenuu.

Ha doHe 3amMecTuTenbHOM Tepanum rmnOrMKeMUs Kynu-
poBanacb Cpasy Nocie Havyana JevyeHuns, CMHAPOM XonecTa-
3a - B TeyeHue 1,5 MecsueB, CMHAPOM LMTONM3a B TeYeHue
3 MecaueB, ypoBeHb anbda-hetonpotemHa HOpManmM3oBancs
B TEYEHME 3 MecsaLeB OT Havasna NeveHus.

B Habope Beca oTMevanacb Heb6oNbLWAA NONOXKUTENbHAS
[MHAMUKa, MOBbLICMACS MbllWeYHblM ToHyC. OgHaKo Temmbl
pocTta pebeHKa 0CTaBaNnCb HU3KUMMU.

B Bo3pacte 2 net oTMevanach BblpaXeHHas 3adepiKka
pocta (poct 61cm (p <2) (SDS = -8,24), npn nposeneHum
peHTreHorpadumn KucTen pyK «KOCTHbI BO3pacT» COOTBET-
cTBoBan 16 Mecauam. YunTbiBasg Hanmuune y pebeHka CMHApPO-
ManbHOW NaTONOMUK, TMMONUTYUTapU3Ma, 3aiePXKKM poCTa U
OTCTaBaHWMS «KOCTHOrO BO3pacTa» y pebeHka Obln yCTaHOB-
nex amarHo3 CTT-pedurumnt u Havata 3aMecTuTenbHas Tepa-
nusg peKkoMBUHAHTHBIM FOPMOHOM pocTta M3 pacyeta 0,033
Mr/Kr/cyT. 3a 1 ron Tepanuu ropMOHOM pocTa npubaBka
pocta coctasuna 17 cm (SDS pocta = -5,55) (puc. 2, 3).

Mpu oueHKe HEeBPOMOrMYeckoro cratyca B AMHAMUKe Y
pebeHKa OTMeYaeTCs 3a4epXKKa NCUXOMOTOPHOrO pa3BUTHS,
3aepxKa peun.

OBCY>XXOEHUE

B Hawem HabniogeHun y pebeHka nocie poxAaeHMs
OLHUM M3 BefyliMX CMMNTOMOB Oblfa TMNOMIMKEMUS, KOTO-
past KAMHMYECKM NPOSBASAACh AaNMHO3 U MbILUEYHOM TMNoTo-
Huei. C KOHLA NepBbIX CYTOK XXM3HW 0TMeYanach runepbunm-
pyouHemumsa. CMHOPOM Xonecrtas3a, YMEPEHHbIM CUHAPOM
LUMTONM3a MMEN MEeCTO yXe B MepBble 2 HeLenun >XM3HM,
Hapsay C Y3-M3MeHEeHWIMU B BWUOE TMMOMIA3UM XKENYHOTO
ny3bips ¥ AMDDY3HbIMU U3MEHEHUAMU NEYEHU, B CBS3U C
4yeM NpoBoAMNach anddepeHumanbHag AMarHocT1ka C atpe-
3MeN  KeN4YHbIX MNpOTOKOB, a
TakXe BpOXAEHHbIMKU MeTabonu-
YEeCKMMU HapyleHnaMu (ranak-

PucyHok 2. [lunamuka pocra naumenta (I'P (CTT)-ropmoH

xonecrasa npu runonuTymMTapmsme o6yCIOBNEH npexae
BCEro Ae®UUMTOM KOPTM30/1a, KOTOPbIA CHWXAET 3KCnpec-
CMI0 KaHanbLeBblX TPaHCNOPTHbIX npoTenHoB (BSEP, MDR3,
MRP 2), OTBETCTBEHHbIX 33 CEKPELMIO XENYM B XKenyHble
kaHanbubl. Opyrne ropmonbl, CTT u/man UOP 1 w/mnn T4
CBOOOAHbIM Y4aCTBYHOT B 3aMyCKe U NepCUCTUPOBAHMUM XOre-
CTa3a 33 CYET CHWKEHWMS CMHTE3a WU IKCKPELMM XKENYHbIX
KMCNOT, @ TakXe HapyleHWa perynsaumm KaHanbLeBoro
TPaHCMOPTHOrO MpoTenMHa Mrp2, OTBETCTBEHHOTO 3a 3KCKpe-
umto dunmnpybumna [9, 10].

Funoznukemuyeckuii cuHopoM, no 0606ujeHHbIM
JlumepamypHbIM OGHHbIM, paspewaemcs yxe 8
meyeHue nepBbix OHeli om Ha4ana 3amecmumesbHou
mepanuu, Ymo u UMesIo Mecmo 8 HauieM
KJIUHUYEeCKOM criy4yae

[MNOrMMKEMUYECKMIA CUMHAPOM, KOTOPbIM, KakK MpaBuio,
nmeeT Mecto 6onee yem B 90% cnyyasx npu BPOXAEHHOM
rMNONWUTYMTapu3Me, NOSBASETCS C MNEPBbIX AHEN XKM3HU U
MOXeT MMEeTb MnepcucTupyrolee TeyeHue. MatoreHes runo-
TMUKEMMUM TaKkKe CBSA3aH C AedUUMTOM TPOMHbIX KOHTPUHCY-
NSPHbIX FOPMOHOB, B YacTHocTu ¢ aeduumtom CTT 1 AKTT, B
HOpMe MOBbIWALWMX YPOBEHD INHOKO3bl B OTBET HA MMMOMU-
kemuto [11,12].

B HaweMm ciayyae rmMnornMKeMMYecKUii CUHOPOM UMen
MeCTO Cpa3y noc/ie poXAeHWs, C BO3pacToM pebeHka runo-
TMMKEMWS BbISBASNACH TONbKO MPU YBEUYEHUU FONOLHOMO
npomexyTtka. CMHAPOM Xonectasa W rUNornMKeMUs UMeroT
XOPOLWI MPOrHO3 MpU CBOEBPEMEHHOM Hauyane 3amecTu-
TENbHOM Tepanuu [NHOKOKOPTUKOMAAMU U TUPOKCUHOM.
TMNOrNMKeMMUYECKMt CMHAPOM, N0 0600LLEHHBIM NUTEPATYP-
HbIM [AHHbIM, pa3peLlaeTcs yKe B TeYeHne NepBbiX AHEN OT
Hayana 3aMecTWUTEeNbHOW Tepanuu, YTO U UMeNo MecTo B
HaweM KauMHWYeckoM cnydae. CMHAPOM xonecTasa Kynupy-

Pucynok 3. Maumentka

pocra) B Bo3pacte 4,5 ner
TO3EMUS, TMPO3MHEMMUS, TIMKOTe-
Ho3bl u ap.) [8]. Bmecte c Tem Poct, cm 13.07.2016
coyeTaHWe rMnorMKeMmMm u CUH- 100 23.11.2015 (4,5 roga)
[poMa xonectasa MOXeT ObiTb (39roma) g4
O[HWMM M3 pPaHHWX MNPU3HAKOB 16.08.2015
o (3,6 Tona) 78

SHOOKPUHHbBIX HApyWeHWi, U B 80 / 75
TOM 4uCie TUNOMUTyMTapu3Ma. 11.11.2014
Ve B 2 Hemenu KM3HW npw 13’23'2012 (29 ropa) ¢
MCCNeaoBaHnM roOpMOHOB KPOBM 60 —5(2’ roge)
BbIBNEH rNybokuin neduuunt %
koptusona, CTT, noBblweHne T4
CBOOOAHOrO, OAHAKO [aHHble 40 1 1 1 1 )
M3MEHEHUS He Oblan A0MKHbIM 0 1 2 3 4 >

29.12.2011 Bo3pacr, rogbl
006pa3oM TPaKTOBAHbI.

(poxa)

Kak n3BecTHO, BPOXAEHHbIN 0
rmnonuTymMTapusm bonee 4em B
30% cnyvaes MOXET NpOTeKaTh C
cuHaopoMom  xonectasa  [9].
[TaToreHeTMYeCKMn MexaHu3Mm
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Poct matepu - 162 cm
LleneBoit pocT (no pogutensm - 169 cm)




eTca bonee MeaNeHHO, N0 AaHHbIM IUTepaTypsbl, oT 42 oo 150
[Hel [9], B HaweM cnydyae yepes 45 nHel. bonee onnTenbHo
COXpaHANCS CMHAPOM LMTONM3a. B Hawem KAMHUMYECKOM
CNly4yae C Leblo MCKKYEHUS BPOXLEHHOrO 3aboneBaHus
neyeHun Oblna npoeeaeHa Ouoncus, KoTopas BbiSBMAA
Hecneunduyeckne uaMeHeHus. o AaHHBIM KUTEPATYPbI,
buoncug ¢ nocneayowmMmM MophonorMyecknM UCCnefoBaHu-
€M MPOBOAMTCA C LEbI0 UCKTIOYEHUS APYrMX 3ab0neBaHuMi,
npoTeKalLWwmnx C CUHAPOMOM X0NecTasa, 1, Kak NpaBuo, Npu
BPOXAEHHOM TUMONUTYMTapM3ME HaxoaaT Hecneuuduye-
ckme Mopdonornyeckme M3MEHEHUS: TMraHTOKNETOUHbIN
renaTuT, NpU3Hakun nepunopranbHoro socnanexms [10].

MoMMMO naToreHeTMYeckn O0BYCNOBNEHHOM 3aMecTu-
TENIbHOM TOPMOHANbHOW Tepanuu, BaXHbIM KOMMOHEHTOM
SBNSETCS KOPPEKLMS CUHAPOMA XO/ecTa3a M ero OC/oXHe-
Huii. Obs3aTenbHbIM ABNSETCS MNPUMEHEHWE mnpenapata
Ypcodanbk-cycneH3uu, KOTopbld 061afaeT >Ken4yeroHHbIM,
renaTonpoTeKTUBHbIM IPMEKTOM M NpeaoTBpaLlaeT GopMu-
poBaHue Gnbpo3za nevenn [9, 13]. JononHUTENbHO Ha3HAYa-
I0TCS XXMpopacTBopuMble BuTaMuHbl (A, [, E, K) noa koHTpo-
NeM CbIBOPOTOYHOIO codepxanus [8].

Mo daHHbIM nUMepamypbl, buoncus ¢ nocaedyoWUM
MopgonoaudeckuM uccnedosaHueM nposooumcs

C Yyenbio uckoveHus opyaux 3abonesaHud,
npomekaiowux ¢ CUHOpoOMOM Xoslecmasd, u,

KaK npasusio, npu 8poXKdeHHOM 2unonumyumapusme
Haxodsam Hecneyuguyeckue Mopdosozuqeckue
U3MeHeHUs: 2u2adHMOoK/1emoYHbIli 2enamum,
NpU3HAKU NepunopmanbHO20 B0CNAGHUS

OnucaHHag HamMu [eBOYKa uMMena crneumduyeckun
(eHoTUN, Y4To MO3BOAWMIO WMCKAaTb CUMHAPOMANbHYK GhopMy

natonoruu. BeiseneHa MoOHOCOMMS MO KOPOTKOMY nnevy 18-1
XpoMocoMmbl. B uccnepgoBaHum Hasi-Zogai M et al. 6bino
MOKasaHo 4YTo GeHOTUNMYEeckMe MpOsSBAEHUS CUMHAPOMA
MOHocoMumM 18p- 3aBWUCAT OT TOro, 3aTparMeaeT M 0b6nacTb
[eneunn LeHTPOMEpPHbIA pernoH. Tak, y nauneHToB C aene-

MoMumMo namozeHemuyecku 06ycn108/1eHHOU
3aMecmumesibHoll 20pMOHAIbHOL mepanuu,
BaXHbIM KOMNOHEHMOM f1B/1AIeMCA KOppeKyus
CUHOPOMA X0/1ecmasa u e2o 0C/I0KHeHull

LuMen B LEHTPOMEPHOM pervoHe, yalle B HeOoHaTaNbHOM
nepuoje, HabntofaeTC MbllLeYHas rMNOTOHMUS, pecnupaTop-
HbIli AMCTPECC-CMHAPOM, NPOBNeMbl C KOPMAEHUEM, @ TakxXKe
TMNONUTYUTapK3M, MOPOKM CePALA, NTO3, peLMANBUPYHOLLME
OTWTbI, CTPabusm 1 aHomanuu LIHC [6].

Y Haleln nauneHTKM aeneuns 3atparusana 0bnactb LeH-
Tpomepbl (46 XX, del (18)(p 11.1; p 11.32), u ee deHoTMN
BK/IOYan nuueson aucmopdumsm, BIC, BpoxaeHHyO KaTta-
PaKTY, MbILLEYHYI TMMOTOHMIO, TMMOMUTYUTapU3M, 3a4ePXKKY
NMCUXOMOTOPHOTO Pa3BUTUS.

3AKJTIIOYMEHME

PebeHKy C rMnornnkemMmen 1 xonectasom B HeoHaTasb-
HOM nepuofe, 0COBEHHO B COYETAHMM C APYrMMM BPOXKIAEH-
HbIMM MOPOKaMU W/MNK NPOSABNEHUSIMU CUHAPOMANbHOM
naTonoruun, HeobxoaMMo NPoOBOAMTb FOPMOHanbHoOe obcne-
[oBaHue, Bktovatolee koptmzon, AKTE TTT, T4 ceobonHbIi,
N®OP-1. NckntounTeNbHO BaXHbIM N5 AaNbHENLIErO MPOrHO-
33 U HEOUTOXKHEHHOTO TEYEHMS JAaHHOWM NAaTONOMMU ABNSETCS
CBOEBPEMEHHASA AMArHOCTMKA M paHHee Hayano 3amecTu-
TeNbHOM Tepanuu.
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