O6MeH onbITOM

A.B. Kusies"? K.A. Anekcauppos?, W.I'. laicun’,
JI.I. Yepubix', H.B. Hukutunad, H.MN. Koponesa'

' O6nacTHaa geTckaa KnuHuyeckas 6onbHuua Nel, EkatepuHbypr
2 YpanbcKas rocygapCcTBeHHaa MeauLUHCKaa akagemus, EkatepuHoypr
* CBEpANIOBCKWUI 06N1ACTHOW LIEHTP NAAHMPOBAHUA CEMbW U PENpPOAYKLNN

JlakTaTauupos - KnoveBoH
KpUTEepu B AMarHoCTHUKe
cuiapoma KepHca-Ceinpa
y pe6eHka 17 nert

Kniouersre cioBa: cundpom Kepnca—Celipa, demu.
KonrakTHasa undopmanusa: Kuses Arexceli Bacusvesun, 0.m.1.
E-mail: thyroend@mail.ru

© Komnexrus aBropos, 2010

B TeyeHue nocaeauux 20 geT B MeAUITHE UHTEH-
CHUBHO Pa3BHBAETCS TaK HA3bIBAEMOE «METAbOIMYec-
KOE» HAIIPaBJICHHE, CTaBSIIEE CBOCH IEIBIO TEOPETH-
YeCKUI U MPUKIAJHON aHAIN3 HACJIEICTBEHHBIX 60JIes-
Hell o6MeHa BemecTB. CUUTAETCS, YTO B CTPYKTYPE 3TUX
6oJie3HEll JOJA MHUTOXOHJPUAIBHBIX 3260JeBaHUI
cocrasisieT oko0 20% (aedeKTbl AbIXaTENbHOMN IeIn
mutoxoHapuil — 12%, nedekTbl MUTOXOHAPUATHHOIO
B-oxucnenus — 8%) [1].

Muroxongpuansaeie 6one3nn (MB) - rereporen-
Has TPyNIa HACJIEACTBEHHBIX 3a00JEBAHMI, OBYCIOB-
JIEHHBIX T€HeTHYECKIUMH, GMOXUMUYIECKIMHU U CTPYKTYP-
HO-(PYHKIIMOHAIBHBIMHA JlePEeKTaMI MUTOXOHAPUI C Ha-
pylIeHneM TKaHeBoro abixanus [1, 2]. Uucino onucanmit
MBb pacreT ¢ kKaxapIM rogoM. 1o mociegHuM JaHHBIM,
COBOKYIIHAsl 4YacCTOTAa HACJIEJCTBEHHBIX OOJIe3HEH,
CBSI3AaHHBIX C MyTallUsAMH MUTOXOHApuanbHoi JHK
(Mt/IHK), mocraTo4yHO MIMUPOKO BAPBHUPYET U MONKET
coctaBiaTb oT 1:5000-10000 no 4:100000 HoBOpOXKAEH-
veIx [2]. Ilosgusasa nmarnoctuka MDB o6yciosiena

reTEPOT€HHOCTBIO U HECITENM(PUIHOCTDIO KIMHUYECKUX
nposiieHuii. HapymeHnusa co cTOpOHBI 3HJOKPUHHOU
cuctembl pu Mb MoryT 6bITh pejcTaBIeHbI JePULIN-
TOM TOPMOHA POCTa, TUIOTOHAJAU3MOM, CaXapHbBIM
JUabeToM, TMIIONAPATUPEO30M, HAPYIMICHUAMHU a[PeHa-
J10BOTO 06MeHa. HeT TOUHBIX JaHHBIX O paCIPOCTPaHEH-
HOCTH caxapHoro auabeta npu MbB, a yacToTa BbIABIsE-
MOCTH 3aBUCUT OT KOHKPETHOTO cuHApoMa. TpyrHocThb
JUArHOCTUKU MUTOXOH/IPUATIBbHOTO JUabeTa 3aKII09aeT-
Cd B HECOOTBETCTBUU KIMHUYECKUX IPOABIECHUM
1 TaOOPATOPHBIX AAHHBIX [3].

YauTbIBasA BBIIECKA3aHHOE, HAM IOKA3aJ0Ch UHTE-
PeCHBIM MpeACTaBUTH caydail cuagpoma Kepuca-Ceiipa,
AMAarHOCTUPOBAHHBIN y peGeHka B 17-1eTHeM Bo3pacre.

Onucanue cnyyas

PeGeHox BrepBble KOHCYJIBTUPOBAH DHIOKPUHOJIO-
rOM IO IOBOAY OTCTABAHMS B POCTE B BO3pacTe 3 JET.
C 6 7ner oTMedanum HporpeccUpyioliee OTCTaBaAHUE
B ¢usnueckom passutun (SDS pocra - 2,9). Basar na
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y4eT 3HIOKPHUHOJIOTOM C JUArHO30M: COMAaTOr€HHAs 3a-
JeprKKa (pU3NUeCKOro Pa3BUTU, TUITIOXPOMHAA AHEMUS,
MHOTOHUYECKUN CHHAPOM, 33J€PKKa IICHXOMOTOPHOTO
pasBUTHS.

B 10 ser y pebenka 6bl1a OOGHapyXeHa HEHPOCEH-
copHas TyroyxocTb I crenenn. IloaBmmch xano0bl Ha
HENEPEHOCUMOCTD (pU3NYecKux Harpy3ok. B 11 ser ot-
MEYEHO IIPOrpecCcUpyoulee YXyAIeHe 3pEHUs U CIIyXa.
K 12 rogam pe6eHOK 3HAYNTEIBHO OTCTABAI B (pu3myec-
koM passutuu (SDS pocra - 3,5). Koncyiasruposa# re-
HeTukoM: cuHApoM HyHaH; JaHHBIX 32 MUTOXOH/PHAJIL-
HyI0 naTosioruio Het. B 13 set, no ganubiv IKI, onpeje-
Js1ach GJI0Kajga IepesHell BETBU JIEBOM HOMKKU ITydKa
I'ica. B 14 ner o6HapyxkeHa aTpodus 3pUTEILHOTO HEP-
Ba u nro3 Il crenenn o6oux mras. Ilpu HeBposoruuec-
KOM MCCJIEJJOBAHUM YCTAHOBJIEHA KOPTUKAJIbHAS aTPO-
¢us I crenenn u 3aseprKKa ICUXO-PEYEBOrO Pa3BUTHA,
MHOIIATUYeCKU cuuapoM. B 15 et meBposoruueckas
CHUMIITOMATHKA COXPAHSIETCSI, OTMEYAETCs IPOrpeccu-
pyiolee TeyeHue HeiipoceHcopHoii Tyroyxoctu (III cre-
IIE€Hb).

Ilpu pucnancepHOM HaGIIONEHUU y KapAHoJora B
JMHAMUKE MOSBUJIKCDH ’KaJ00bI HA OOMOPOYHBIE COCTOS-
Hus. Ha 9KI 6pu1u BbISIBIEHBI HPOTPECCUPYIOIINE U3Me-
HEHUs CO CTOPOHBI IIPOBOJAIIEH CHCTEMBI CEPJIIA C Pa3-
BUTHUEM IIOJHOH aTPUOBEHTPUKYJISIPHON OGJIOKAJBI.
B 3TOM 3Xe rojy NIpon30IIa OCTAHOBKA CEpAIA, B HEOT-
JIOKHOM TIOPAJIKE YCTAHOBJIEH KapAHOCTUMYIATOp. B 16
JIET GBI FOCHUTAIU3UPOBAH B 3HIOKPUHOJOTUIECKOE
OTJeIeHUE JUIA UCKIIOYEHN Je(UIITa TOPMOHA POCTa.
Ilo pesyasraTaM CTUMYJIAIMOHHOI Mpo6b! ¢ Kiodemn-
HoM (0,39 - 1,52 - 0,98 - 0,41 - 0,38 Hr/mi1) ycTaHOBIIE-
Ha COMATOTPOIIHAs HEJOCTaTOYyHOCTb. Hasmauen rop-
MOH pocTa B cyTo4HOI1 no3e 0,03 mr /kr. Yaurteisas mpor-
peccupoBaHUE HEBPOJOrHYECKOH CUMITOMATUKY U Ha-
PYLUIEHMII CO CTOPOHBLI IPOBOJAAIIEI CUCTEMBI CEPALA,
BDLICKA3aHO IPEAIIONIOKEHUE O MUTOXOHAPUAILHOM 60-
JIE3HU, OJJHAKO JAUArHO3 HE OLUI IIOATBEPHKAEH.

B 17 et npu rm1aHOBOM 06CI€I0BAHIH OOHAPYKEHA
runepriukemust ot 7 o 11 mvoos /1. Tlpu 5ToM Kakux-
60 IUAGETUIECKUX Xaloo He 6buto. [ocmurannsupo-
BaH B 3HJOKPHHOJIOIMYECKOE OTAEIEHHE C JUATHO30M:
caxapHBIA JMaGeT JIEKAPCTBEHHOTO IIPOUCXOXKIEHUS?
ComaToTpoIHas HeAOCTaTOYHOCTD. Ilpu mocrymiennn
IIPOBEJEHO 00CIEOBAHNE: INKEMUS B TEUEHUE CYyTOK —
ot 7,9 no 10,6 mmous /i; C-ienrrig — 0,91 Hr /M (Hopma
0,5-3,2 ur/mi);, UPU - 4,11 MME/n (HOp™Ma 2,0-25,0
MME /). [IpunsaTO pemeHne o Ha3HAYEHUU METPOPMHU-
Ha B cyrouHoii go3e 1000 mr Ha pone guerorepanuu. Ha
3-M CyTKHM IPOBOJMMOI TEPANK y peGeHKa HACTYIIIIO
YXYALIEHHE COCTOSHUA (ITyMHOE, yJalleHHOE JbIXaHUE,
rOJIOBOKPY>K€HIE, OOMOPOYHBIE COCTOSAHMS, apTePHaIb-
HadA runoroHusa). Ha ocHOBaHMU KIMHUYECKUX IPOSB-
JIeHUI1 ObUI 3aII0/{03PEH U IMOJATBEPXKACH JaKTaTALUL03.
IMoxasaremu pH — 7,12; BE — 26 mmous /1; naxrar — 12,6

mMmouts /1 (Hopma 1,0-1,7 mmous /). PasBurue sakrara-
IIMJ1032 II03BOJIMJIO IE€PEOIIEHUTh KOMIIJIEKC MMEBITHXCS
y 60JIbHOTO Pa3HOOOPA3HBIX KIMHIYECKUX ITPOSBICHII
U 3al0JO3pHUTh MUTOXOHJAPHUATbHOE 3aboJieBaHUE:
MELAS-cungapom? Cungpom Kepuca-Ceiipa? Ilocae
IIPOBEJEHNA MHTEHCUBHOM Tepaluy 1 Ha3HAYEHHs Me-
tTabommdeckoii Tepanuu (L-kapHuTHHA ruzpoxXIOpPHA)
cocTosiHuE pebeHKa CTa0MIN3UpPOBaAIOCh. B pesynsraTe
MOJIEKYIAPHO-TEHETHYECKOTO HCCIEOBAHMS YCTAHOB-
aena geneumst MrTJHK  pasmepom 4977 map
HYKJEOTHJIOB, KOTOpas XapaKTepHa JJIsd CHHAPOMA
Kepnca-Ceiipa.

ObCYXXIEHWE PE3YJIbTATOB UCCNENIOBAHUSA

B nocTynHo muTepaType HaM yAaJloCh HATH Onmca-
HU€ JINIIb OJHOTO CIydas codeTaHusa cuHipoma Kepn-
ca—Cetipa (KCC) n caxapnoro auaéera (C/l), mpuuem
C/l cTan nepBLIM IIPOSIBJIEHHEM 3a00/I€BaHNA, 2 HApYyIIe-
HUSA CO CTOPOHBI IPOBOJASAINEN CHCTEMBI CEpAla ObUIN
MUHUMaJIBHEI [3]. BMecTe ¢ TeM, 110 TUTepaTypHBIM JaH-
HBIM, YaCTOTA Pa3BUTHUA caxapHoro jguadera nmpu KCC
nocruraet 10%, a B 1oI0BUHE CIyd4aeB UMEETCS MHCYIN-
HomoTpe6HOoCTh [4]. MHTepecen u tor ¢akTt, uro CJ]
npu KCC yame Bcero nporekaet 6eccumnToMHo. Onu-
CaHBI CIy9ad Pa3BUTHsA CaXapHOTO AMabeTa U IPH ApY-
rux popmax Mb. Cunraercs, uro jocraTouno yacto G/l
BcTpevaercs npu cuagpomax MELAS u ITupcona (I1C).

ITo MHEHMIO 32pYOEKHBIX ABTOPOB, Pa3BUTHE caxap-
Horo qua6eTa npu Mb HocuT BropuyHsIii Xapakrep [5],
a B €ro IaTOreHe3€e OCHOBHYIO POJIb UTPAIOT HAPYIIEHUS
IIPOIIECCOB OKUCIUTENLHOTO (pochopuanpoBanus u
BHYTPUKJIETOYHOTO mpon3BoacTsa AT® [6]. Muroxons-
pUaibHag AUCQYHKIUA IPUBOJUT K CHIDKEHUIO BBIpA-
GOTKM MHCYJIMHA PB-KJI€TKaMH, TaK KaK 3TOT IIPOILECC
obyciosiaeH pa6oroit K+AT®-kanamros. HopmanbHble
sHaueHusa C-nentuga u IPM B Hamewm ciydae cBuje-
TEJIBbCTBYIOT O COXPAHEHUU OCTATOYHON CEKPETOPHOM
(byHKIIUN TTOKENTYAOYHOM JKeJle3bl, a HajJludue TuIep-
IIMKEMUH — O B-KI€TOYHOM AUCPYHKIIM.

YauTpIBasg CXOKECTh KIMHUYECKHUX IPOABICHUN
IIpY pa3aIuYHbIX BapuanTax Mb, ocHoBHOE MecTo B qud-
(bepeHIIAILHOM IMArHOCTUKE OTBOJAAT MOJIEKYJISPHO-
reHETHYECKOMY HCCIeJOBaHMIO. B HameMm ciaydae ObLia
ob6uapyxena kpynHas genenus MTJHK, xapaxrepnas
st KCC. OrcyrcrBue myranum yaactka A3243G ucxio-
yaeT cungapoM MELAS. CymecTsyeT mpexanooxeHue,
uro KCC u IIC - pazinunblie (peHOTUIINYECKUE IIPOSB-
JeHus opHoro m rtoro xe gedexra mtJHK [7, 8].
OcnoBHOI JuddepeHnnaNtbHO-KINHUYECKUH TPU3HaK
npu KCC, B ommrune ot cunapoma MELAS, - nmoanoe
IIOpaKeHNE CETYaTKH, BKIoyas nepudepuio [3]. Cre-
II€Hb BBIPKEHHOCTU M BapHaGeJIbHOCTh KIMHUYECKUX
HPOABIEHUI 3aBHCAT OT COJEPKAHUS MYyTAaHTHOM
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Kpome CJl, npu KCC BcTpeualoTcs Apyrue sHJI0K-

pI/IHH]:)Ie HapyﬂleHI/IH: COMaTOTpOHHaH HEJO0CTATOY-
HocThb (37%), runoronazusm (20%), runonapaTupeos
(7-8%), 3aboneBanusa mMUTOBUAHON Kenesbl (3%) [9].
Omnucan oxus cayyail couetanus KCC u xpoHndeckoi
HAAIMOYEYHUKOBOU HepocTtatounoctu [10]. Y wmamero
IIareHTa B peByf[bTaTe HpOBe,Z[eHI/IH CTHMYJIHLII/IOHHBIX
11po6 ObuIa BepU(UIMPOBAHA COMATOTPOIIHAS HEJJOCTA-
touHocThb (SDS pocra -5,5; oTcTaBaHME KOCTHOTO BO3-
pacTa Ha 4 roja; TeMIIbl poCcTa MeHee 4 CM B TOJ).
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