HOpOfHas, TO/LMHA ee COOTBETCTBYeT BO3PacTHOW Hopme. B npa-
BOW MOYKe (B NapeHxmme, Ha [OPCa/ibHOM NOBEPXHOCTN) onpeaens-
eTCs XUAKOCTHOE 0bpa3oBaHvie MaMeTpom 4,3 CM C POBHbIMU CTEH-
KaMu, OfHOPOAHbLIM COLEPXKMMbIM, B JIOXaHKe OrpefensieTcss KOH-
KpeMeHT pa3mepoMm 4,2 cM. JloxaHka paclumpeHa o 1,4 cMm. B neBoii
rnoyke B Yalleykax OMpeaenaoTcad KOHKPeMeHTbl pasMepoM [0
1,3 cM, B lOXaHKe — KOHKPEMEHT pasmepom 2,7 CM.

MPT ronosBHoro mosra: MOMIOXWUTENbHAsA AUHaMWKa B BuUie
YMEHbLLUEHUSI pa3MepoB afleHOMbl TMnom3a No CPaBHEHUIO C UC-
cneposaHveM oT 02.10.02 (nocne NpoToHOTEPanuu).

PeHTreHoBckas [BYX(hOTOHHasA fAeHCUTOMeTpus (Ha annapare
"Prodigy" KOCTHOI ;EHCUTOMETPUM): OCTEOMEHUS MOSICHUYHOIO OT-
[ena Nno3BOHOYHWKA, YMEPEeHHast OCTEOMNEHNSA NMPOKCUMa/IbHOro OT-
fena 6efpeHHON KocTw.

KnunHnyeckuin gmarHos: 6onesHb MueHko—KyluvHra, cragus
pemuiccun. COCTOSIHWE MOCNe IEBOCTOPOHHEN afpeHaaKTOMUN.
["pbbKa nocneonepaunoHHoro pyéua. CocTosiHMe mnocne NpoTOHO-
Tepanuu B cymMmapHoli nose 70 p. Mvnepniasuns npa.Boro Hagno-
YeyHuka. CTtepompaHas Kapguonatus. OCTeoneHust MOACHUYHOro
oTAena NO3BOHOYHMKA, MPOKCUMAa/ILHOIO OTAeNna 6efipeHHO KOCTU.
CUHAPOM TECTUKYNSIpHOU themMuHM3aummn, nonHas gopma. MKB.
Kucta npasoit noykn. CocTosiHWE Moce 0nepaTMBHOIO IeHeHNs Nno
nosogy MKB. OHuxomuko3s cton. llauveHTke npeactouT onepa-
TUBHOE BMeLLaTeNlbCTBO (FOHaA3KTOMUSA).
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T. B. Cemunyesa3, A. XebHepd I

CNHAOPOM OJUITTPOBA (TPUTIJIET A) B NMPAKTUKE AETCKOIO

SQHAOKPVHOJIO0IAl

'Kacpegpa rocnutansHov neguatpum (3aB. — npod. 3. H. AxmageeBa) BallKMpcKOro rocyaapcTBeHHOro
MeAMLMHCKOro yHuBepcuTeTa (pektop — uneH-kopp. PAMH B. M. Tumep6ynatoB), PecrnybnnkaHckasn geTtckas
KIMHMYeckasa 6onbHMua (rn. Bpad — npod. P. L. XacaHoB), "VIHCTUTYT AETCKOI 3HAOKPUHOMOrMn (gup. — npod.
B. A. MNeTepkoBa) SHAOKPUHOIOMMYECKOr0 Hay4yHoro LeHTpa (aup. — akag. PAH u PAMH W. W. Oenos) PAMH,
4MeanUMHCKNIA thakynbTeT [pe3feHCKOro TEXHUYEeCKOro yHVBepcuTeTa

CuHgpom Onnrposa (Tpunnet A, AAA8) — Ha-
cnefcTBeHHOe 3aboneBaHMe C ayTOCOMHO-peLeccuB-
HbIM TUMOM Hac/efoBaHUA, XapaKTepusytoLleecs ce-
MENHOW  TNIIOKOKOPTUKOWAHOW  HegoCcTaTOYHOCTLIO
BC/IeICTBME PE3UCTEHTHOCTU peuenTopoB K AKTI,
anakpuei n axanasmein [2]. NMoMrUMO MepevnCcneHHbIX
CYMNTOMOB, C Pa3/IN4YHOM YacTOTOM BCTpeyaroTCs LieH-
TpasibHas U/ aBTOHOMHasi HelponaTus, 3afepXkKa
HEPBHO-NCUXNYECKOr0 pa3BUTUSA, TUNEPKepaTos, HU3-
KOpOC/oCTb. BcnegctBue rnHOKOKOPTUKOWAHOWM He-
[0CTaTOYHOCTU MOTYT pa3BMBaTbLCH TUMOTIMKEMUYe-
CKMe COCTOSIHUSA, ABNAIOLMECH UHOr[a (haTa/ibHbIMU
Onsa pebeHka. B psge cnydvaeB pa3BuBaeTCcs MUHEPas1o-
KOPTUKOUAHAA HefoCTaTouHOCTb. CMMMNTOMbI 3a60/1e-
BaHWs BapuabesibHbl, MOABASAKTCA U NPOrpeccupyroT ¢
Bo3pactom [2, 3].

'lonoxxeHo Ha Bcepoccuiicko KOHMepeHL MM No AeTCKOWN 3H-
OOKprHONOorun "[ocTvKeHNs HayKu B NPakTUKY AeTCKOW 3HAO0K-
puHonorun®.

B 1978 r. J. Allgrove n coaBT. onucanu fse napbl
CUOBMNHIOB B pa3HbIX CEMbAX, Y KOTOPbIX OTMeYasiochb
coyeTaHme U30MPOBAHHOM FNFOKOKOPTUKOUAHOW He-
[OCTaTOYHOCTY C axanasuei, HapyLleHneM NpoayKLUn
Cne3Hom »xwuagkoctn (y 3 nauneHToB) U aBTOHOMHOL
HeliponaTueli (y 1 nayveHTa). ABTOpbI BNepBble Npes-
NOMIOXW/IN, YTO OMMcaHHas HeobOblvHas accoumauuns
YKa3aHHbIX CUMMTOMOB MOXeT MpeAcTaBnsaTb COOOM
HacneACTBeHHOe 3aboseBaHMe HeW3BECTHOW 3TMONO-
rvn [1]. lnwb B 1996 r. A. Weber n coaBT. ycTaHOBWN
nokanmsauno reHa AAAS Ha KOPOTKOM TJie4ye XpPoMo-
combl 12 (12ql3) [5]. CTpyKTypa reHa 6blia onvcaHa B
2003 r. A. Tullio-Pelet n coasT. [4], KOTOpble yCTaHO-
BW/IX M €ro posib B CEKPeuunmn cneumntmnyeckoro 6enka,
MoslyyMBLLEro COKpalleHHoe HasBaHue ALADIN
(alacrima-achalasia-adrenal insufficiency neurologic
disorder). 13BecTHO, 4TO 3TO 610K C MO/1. Maccoi 60
K, cocTosIlniA U3 547 aMUHOKNCAOT M OTHOCSLLMIACS
K cemeictBy WD-repeat protein. NocnegHuin BXoanT B
coctaB nuclear pore complexes (NPCs), sBnatowiero
e[IMHCTBEHHbIM KaHa/IoOM AfepHO-LMTONIa3mMaTmnye-
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CKOro TpaHcriopTa [2]. YcTaHOB/EHa 3KCMpPeccus reHa
B LUHC, HelpOoaHAOKPUHHBIX TKaHAX, HaAno4evHu-
Kax, 4YTo B OrfpefefnieHHOl cTeneHn OOBbACHSAET Mopa-
>KeHWe [aHHbIX OpraHoB npu cuHgpome ONNrposa.

B oTeuyecTBEHHON NnTepaType OTCYTCTBYHOT onuca-
HUS OeTell ¢ JaHHbIM CMHOPOMOM, B CBSI3W C YEM Mbl
NpUBOAMM COOGCTBEHHbIE HabOAEHNS.

BonbHoM A., 1991 roga poxxaeHus. NepuHaTabHbI aHaMHe3
6e3 0cob6eHHOCTe. C pOXAEHWUA CPbIrMBaeT, MEPUOLNYECKN OTMe-
YaeTca 6ecnpuynHHas peoTa. C 7-neTHero BospacTta MosiBUMICS Ka-
Lefb, YCUMBatOLMNIACA BO BPEMS U cpa3y Moc/e efpl, B CBA3U C YeM
B CeHTs16pe 2002 r. (B Bo3pacTe 11 neTt) 6blA rocnUTaIM3NpoBaH B
nynbMoHonoruyeckoe otaeneHve PAKE ans o6cnepgoaHus. O6Ha-
pY>KeHbl SBNEHWS CKIepOTUYECKON fethopmaLn GPOHXOB CpeaHel
N HWXXHEeW gonei, Anddy3Hbii aTpOUYECKNA CIU3UCTO-THOWHbIN
O6poHXMT. [emorpaMma M GMOXMMUYECKWI aHaIn3 KpoBW, B TOM
yncne YpoBeHb 3/IEKTPOSIUTOB, ObINK B Mpefeniax HopMbl. YUnTbiBas
K/TMHUKO-VMHCTPYMeHTa/IbHble faHHble, VarHOCTUPOBAHO XPOHUYe-
CKOoe Hecneuuguryeckoe 3abonesaHne Nerkmux, BePOATHO, acnupa-
LIMOHHOIO reHes3a. Jns YyTOYHEHUS NMPUYUHBI CPbITMBaHWI 1 PBOTbI
nposefeHbl (hbpo33oharoracTpoayoAeHOCKONUA U PEeHTIEHOCKO-
nua NuLLEeBoja ¢ 6apueBoi B3BECbO, KOTOPbIE MO3BOININ BbIBUTb
axanasuio nuLlesoja.

PebeHOK 6b11 NepeBefieH B XMPYPruyeckoe oTAenieHne ans ore-
paTMBHOrO Nle4eHUs Mo NoBOAYy axanasuu nvesona. Bo Bpems npe-
6bIBaHMA B XMpypruyeckom otgeneHun PAKB cocTtosiHue 60/1bHOro
yXyfwmnocb. PebeHOK cTan Ma/loaKTUBHBLIM, 3aTOPMOXKEHHbIM,
NosIBUANCL CNaboCTb, COHMMBOCTbL, 3aMef/leHHas peakuus. Cyxo-
XXW/bHble petriekcbl MoBbilleHbl. COCTOsAHMe 60/IbHOro rnporpec-
CVBHO YXyALUanoCb, MOSBU/INCHL COMOPO3HOE CO3HaHWe, OTCYTCTBUE
peakLMu Ha MaHUMynAaunmn, TOHUKO-KIOHUYeCKMe Cyloporn B KO-
HeYyHoCTAX. TOHbI cepAaua pPes3ko MNpurayLleHsl, pUuTMuyHble, YCC
100 B 1 muH, Al 50/18 MM pT. CT. B KpoBM O6Hapy»eHbl rmnepka-
nnemusa (7,2 Mmornb/n), runoHatpuemua (123,5 mmons/n), runor-
nnkemus (1,4 Mmonb/n). BbisiBNeHHble KIMHUKO-1a60paToOpHbIe 13-
MeHeHUA 6bINv pacLieHeHbl Kak OCcTpas HaAnoyYe4yHUKoBas HefocTa-
TOYHOCTb.

BonbHOl rocnuTannsvpoBaH B OTAeNeHVe WHTEHCUBHOW Tepa-
nuu. Ha ¢oHe BHYTPUBEHHOrO BBEAEHWUS TMAPOKOPTU30HA, 40%
pacTBopa r/1toK03bl, MHPY3UN fohamuHa reMofnHaMmmka ctabuiu-
3upoBaniacb. Al 90/50 MM pT. CT., OTMeYasca MOALEM [/IHOKO3bl B
KpoBM A0 4,2 MMOSIb/N.

B 6ecesie ¢ MamMoli 6b110 YCTaHOB/IEHO, YTO B/ieYeHWE NOCiefHNX
MecsLEeB y 60/1bHOr0 MOABUANCL TUNEPANTMEHTALMUSA KOXHbIX MO-
KPOBOB, NPUCTPacTVe K COMEHON nuLle, pebeHOoK cTan cam Jocanu-
BaTb efy. llepnofgnyeckn OoTMeYanncb CyAoporu, KyrnupyroLumecs
BHYTPVBEHHbIM BBEJEHWEM PacTBOPOB [/1HOKO3bl (FMMOraMKemMmye-
ckune?). lMoslyyeHHble aHaMHECTUYECKMe [aHHble MO3BONNAN Ccle-
NaTb 3aKIlYeHVe 0 HaMuun y pebeHKa XPOHMYECKOW Hagmnoyey-
HUKOBOV HefOCTAaTOYHOCTW, OCMOXKHUBLUENCA aAANCOHUYECKUM
KPU30M.

C 7-neTHero Bo3pacTa y pebeHka OoTMeyvaeTcsl yXyfLleHne 3pe-
HWs, nNpuLLyprBaHve rnia3. MNpy 0CMOTpe OKY/IMCTOM BbISIB/IEHA Yac-
TU4YHasA aTpodua AMCKa 3pUTENbHOrO Hepsa. bblno 06paLleHo BHU-
MaHue Ha OTCYTCTBME C/IE3HOM XMAKOCTU Npu nnade. Mpu oLeHke
HeBPO/IOrMYECKOro craTyca BbISIB/IEHbl YMepeHHas MbilleyHas ru-
NoTOHUSA, AeBuauna A3blka B/IEBO, HEBbIPA3UTEILHOCTb MUMUKMU,
Ma/IOMOAY/IMPOBaHHAsA Peuyb.

Mpy anekTpomunorpadgun o6HapyXeHbl CHWKEeHUE aMnTyAbl
M-0TBETOB NpU CTUMYISILUN B AUCT&/IBHOM 1 NPOKCMMabHOM TouY-
kax nn. tibiales, nn. peroneus, MoBbILLEHME MOPOra pasgpaXkeHus,
YTO MOXXET CBUAETENbCTBOBATbL O MbILLEYHOM MpoLecce. Ha anek-
TposHLUedanorpamme: BblpadkKeHHble AUDQY3HbIE U3MEHEHUA ¢ Ma-
TO/IOMNYECKOWN aKTMBHOCTbIO (B BMAE MHOXECTBEHHbIX BbICOKOAM-

44

NAUTYAHBIX OCTPbIX AefbTa-BOMH, MPenMYyLLECTBEHHO B TeMEHHO-
3aTbI/IOYHbIX Y BUCOYHbLIX OTBEAEHMUSsX), YCuvBatoLeica nocne
npo6bl ¢ FMNePBEHTUNSALMEN.

YuunTblBasi HaMune XPOHUYECKOW HafnoyvevyHMKOBOM HepocTa-
TOYHOCTU, axanasuv NULLEBOAA, alakpun, YaCcTUYHOW aTpodun anc-
Ka 3puUTe/IbHOro Hepsa, OblT ArMarHoCcTMpoBaH cuHapoM Onnrposa.

MpoBegeHa OHK-anarHocTMkKa B reHeTUYecKoi nabopatopum
[ETCKOM K/IMHUKM MeAULMHCKOro (hakynbTeTa [pe3feHcKoro Tex-
HUYecKoro yHusepcuteTta (npod. A. XebHep), B pe3y/ibTaTe KOTOPOIA
06Hapy»eHbl 2 HOBble MyTauun reHa JI/11Y. OgHa n3 Hux (Q49X)
Oblna NpeAcTaB/eHa 3aMeHol LMTO3MHA Ha TUMUH B 9K30HE 2 B pe-
3ynbTaTe N3MEHEHUS aMUHOKUC/IOTHOM NoCnefoBaTeNlbHOCTY rnyTa-
MWHa B NONOXKeHNN 49 ¢ 06pa3oBaHVeM CTOM-KoAoHa, BTopasa (1VS8
+ 2T > G) — MmyTauuein calita cnnaiicuHra B MHTpoHe 8. O6e my-
Tauuu OornvcaHbl Brepsble.

Mocne cTtabunmMsaumm COCTOSIHUA GONMbHOM Obln NepeBefeH Ha
npuem rugpokopTrsoHa ("Koptea'™) no 5 mMr 2 pasa B fieHb U nya-
pokopTusoHa ("KopTuHeda™) no 1/4 Ttabnetkn 2 pasa B AeHb. [0
noBoAY 3NUCMHAPOMa pebeHOK nonyyaeT guHnencuH — 1/2 tab-
NeTKN yTpoM U1 | TabneTka Beyepom. B Hosibpe 2002 r. npoBegeHa
onepauua no lennepy. KapgnanbHbli OTAeN MULLEBOAA CY>KeH Ha
NPOTSXKEHUU 2 CM, HECKOJIbKO YIJ/I0THEH. 10 TO/NCTOMY 30HAY Mpo-
BE/IEHO MPOL0/IbHOE NCCEYEeHMEe MbILLL, KapAnun Ha CYXXeHHOM OTAene
C MepexofoM Ha pacLUMpeHHbI OTAen nuLeBoda v Xenynok. Mpu
AVNHaMNYECKOM 3HO0CKOMMYECKOM KOHTPOJIE KapAus OTKpPbIBAeTCs.

CuHgpom Onnrposa BbIsIBIEH Takke y cubca K., 7 net. Poau-
TEeNN He NPebABNAN KaKUX-1M60 >anob Ha 340poBbe pebeHKa, 1
axanasvsi NULLIEBOAA U alaKpUMMS BbINN BbIsIB/IEHbI INLLL NPU MPO-
BefeHun mnbporactpockonun u Tecta LLivpmepa. HagnoveyHuko-
BOW Hef0CTaTOYHOCTW y pebeHka No AaHHbIM TecTa ¢ “"CUHaKTeH-
[eno™ He 6blN10, XOTA He3HauYUTeNbHOE MOoBbIlleHVEe 6a3a/ibHOro
ypoBHS AKTIT MOXXHO 6bl/I0 TPAKTOBaTb KaK HauMHatoLLytCs He-
4yyBCTBUTENbHOCTL K AKTI. BmecTe ¢ Tem y faHHOro pebeHka oT-
CYTCTBOB&/IM HEBPOJIOTMYECKME OTK/IOHEHUS.

JaHHbIA KNVHWUYECKWA cry4vali npeacTaBnseT on-
pefeneHHbIi MHTepec, MOCKO/bKY Y OAHOro pebeHka
06Hapy>XeHbl MPaKTUYeCKM BCe KIIMHUYECKME CUMMTO-
Mbl, @'y ero cnbca — NULLb axanasus, He COMpPOBOX-
[aroLasncs BblpaXXeHHbIMU AncdarnyecKMmm CUMMNTo-
Mamun, W anakpus. ITO COrfacyetcsd € MHEHMEM
F. Sandrini n coasT. [3], KOTOpbIe COO6LAIOT O 3HAYM-
TeNbHOW BapmnabenbHOCTU KIMHUYECKNX CUMITOMOB Y
NnauueHTOB C O4MHaKOBbIMU MyTauusaMu reHa. Mo Ha-
LemMy MHeHMIo, TpebyeTcs LeneHanpassieHHoe obcne-
[oBaHMe 6nvKailMX POACTBEHHWKOB MalMeHTOB ¢
cuHapoMmoM OJNrpoBa C LeNbl0 UCKIOYEHNUS Y HUX
[aHHOro 3ab0/1eBaHus.
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