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[IpeacTaBiensl AaHHbIE IUTEPATYPBI, OTPAXKAIOLINE NPOSBIEHUS, BONPOCHI AUATHOCTHKU 1 METO/IBI JIeUeHHsI PEIKOTO HAC/IeICTBEH-
HOro 3a0oseBanus — cunapoma Oarposa y jaereil. IlomuepKHYTBI OCHOBHBIE TPYAHOCTH NPH TpoBeneHnH AucddepeHnnaaIbHoro
JIMATHO32 U YCTAHOBJIEHHH MCTHHHOTO TMATHO32 9TOT0 TsKeJIoro 3adoneBanus. [Ipencrapiensl cOOCTBeHHbIE KINHIHYECKHE HAOIO-
nenusi. OcoGoe BHUMAaHKE yielleHO KJINHYECKO CHMITOMATHKE 3200/1eBaHHsl U METO/IaM TUATHOCTHKH, CPeU KOTOPBIX HaudoJee
3nauynmMa JIHK-anarnocTuka. Y npo6aHaoB BbisIBJEHbI MyTALMU B reHe AAAS: B 0JJHOM CJIyuyae ONMCAHHASI B MEXKIYHAPOIHOM 0a3e
naHubix mo mytamusaM HGMD (CM 10151) myramus ¢.856 C>T ( p.Arg286Term) B roMO3UroTHOM COCTOSIHUH; B IPYTOM CJIy-
Yyae — H3MeHeHHe HyKJIeOTHIHOI nocienoBarenbHocTH ¢.709 delC, He onucanHoe B 0a3aX JAHHBIX 0 MYTAIMAM U NOJUMOpGU3MaMm,
npuBoJsLIee K NpexaeBpeMeHHoil TepmuHanuu 0eka. [lokasana HegocraToyHast HH()OPMHUPOBAHHOCTH KIMHULMCTOB O CHHIPOME
OJrpoBa M BaXKHOCTb MEKIUCIMILIMHAPHOTO MOIX0/1A.

Karouesote caosa: demu, cundpom Oneposa, cundpom “mpex A”, Haonoueunukoeas Hedocmamo4HOCMb, ANAKPUMUSL, AXAAA3US Kapouu
nuwesooa, /IHK-ouaenocmuka, een AAA, rewenue, npogurakmuxa.

The paper gives the data available in the literature, which reflect the manifestations, diagnosis, and treatments of the rare inherited
disease Allgrove syndrome in children. Emphasis is placed on major difficulties in the differential and true diagnosis of this severe dis-
ease. The authors describe their clinical cases. Particular emphasis is laid on the clinical symptoms of the disease and on its diagnostic
methods, among which the DNA diagnosis is of most importance. The probands were found to have mutations in the AAAS gene: in
one case there was a mutation (c.856 C> T, p.Arg286Term) in homozygous state, which is described in the International Human
Mutation Database (CM 10151); in other case there was a change in nucleotide sequence (c.709 delC), which is undescribed in the
mutation and polymorphism databases and which leads to premature termination of the protein. It is shown that awareness of Allgrove
syndrome among clinicians is low and the interdisciplinary approach is of importance.

Key words: children; Allgrove syndrome; Triple-A syndrome; adrenal insufficiency; alacrimia; achalasia of the esophageal cardia; DNA
diagnosis; AAA gene; treatment; prevention.

anakpumus (Alacrimia) — OTCYTCTBUE CJIE3;

axana3us (Achalasia) — HapylIeHMEe MOTOPUKH TTHAIIIE-
Boza ¢ (byHKIIMOHATbHON OOCTPYKIMEN €ro AUCTATb-
HOI 4acTH;

agnuconusM (Adrenal insufficiency) — xpoHuueckast
HaJIMOYeYHUKOBAsI HEOCTATOYHOCTb.

Takxke xapakTepHbl pa3IUYHbIE CUMITOMBI MOpaXxe-

CI/IH)I‘pOM OnrpoBa (Allgrove syndrome), Wiu CUH- .
npom “tpex A” (Triple-A syndrome), onucaH Briep- .
Bbl€ aHMIMHACKUM TMeauaTpoM-3HA0KpuHoI0oToM J. All-
grove B 1978 1. [1]. DT0O penkoe MOHOTreHHOE 3a00JIeBaHE
C ayTOCOMHO-PELECCUBHBIM TUIIOM HaCJeIOBaHMS, MO- .
pakeHueM HEeCKOJIbKUX OopraHoB M cucreM. Kiaccuue-
CKMIT cMHIpOM, omrcaHHbIi J. Allgrove, xapakTepusyeT-

csl TpPMAION MTPU3HAKOB:

© KonnekTtne aBToOpoB, 2016

Ros Vestn Perinatol Pediat 2016; 1:56-63

Anpec nis koppecnonaenuuu: ToznusH Enena BacuibeBHa — K.M.H., Bell. Ha-
Y4H. COTp. JIJabopaTopuy ob1Leli MaToNoruy, S3HAOKpHHOIoT HayuHo-uccneno-
BaTeIbCKOTO KIIMHMYECKOTO NHCTUTYTA NeUaTpUn

Cyxopykos Bragumup CepreeBud — 1.M.H., Ipod., PyKOBOAUTEIb TOii Xe Jia-
Oopatopun

Xapaban3e MansuHa HomapueBHa — K.M.H., 3aB. OTIEJICHMEM IICUXOHEBPO-
JIOTMM M HaCJIeACTBEHHBIX 3a00s1eBaHmii ¢ mopaxenueM LIHC u HapymeHnem
TICUXVKY Y JeTeil TOTO Xe yUPEXICHUS

125412 Mocksa, Tangomckas yii., 1. 2

3axaposa Exarepuna KOpbeBHa — [.M.H., pyKOBOJAMTEJb JJADOPaTOPUM TeHe-
TUKYM HacJleICTBEHHBIX 0oJie3Heil oOMeHa BeliecTB MeIuKo-TeHeTHYeCKOro
Hay4Horo 1ieHTpa PAMH

115478 Mockaa, yi1. MockBopeube, 1. |

HUS LEHTpaJIbHOM, Tleprudepruueckoil U BereTaTUBHOM
HEPBHBIX CUCTEM, KOTOPbIE MOTYT PA3BUTHCS UEPE3 TOJIbI
U axe OecSTUIETUS Mocae paHHUX cuMnTomMoB. C yye-
TOM YacTbIX BEreTaTUBHBIX HapyllleHui (Autonomic) He-
KOTOpbI€ aBTOPBI TOBOPSIT O CUHIApOME “YeThipex A’ [2].
OpnHako B JIUTEpaType COOOIIAETCS O Cydasix HATUYMS
NByX CUMNITOMOB (2A-syndrome), a Tak:Ke TSITU CUMIITO-
MOB (5A-syndrome), B TOM 4rciie aMUOTPO(GUU U IPYTUX
HEBPOJIOTMYECKUX MPOsIBIeHUT |3, 4]

IMpuunHoO#l naHHOrO 3a00seBaHUS SIBISIOTCS MY-
Taiuu reHa AAAS. B 1996 . reH KapTUpOBaau B JIOKYCE
12q13 (Ha mIMHHOM TIIeYe XpoMocombl 12, yuyactke 13)
[5]. B 2000 r. A. Tullio-Pelet u coaBT. yTOUHWIM JIOKYC
(12q13.13), unentuduuupoBanu reH AAAS, u3ydniIn
ero cTpyktypy [6]. Ten comepxut 16 3K30HOB, KOAU-
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pytoux 546 amuHokucior 6eika ALADIN (Alacrimia-
Achalasia-aDrenal Insufficiency Neurologic disorder),
MPUHAJJIEXKAIIETO K CeMEHCTBY PETyJIsSITOPHBIX OEKOB.
Ero ¢yHKIIMs He 10 KOHIIA SICHA W IIPOAOJIKAET U3ydaTh-
cs. TeH aKcmpeccupyeTcst BO MHOTMX TKaHSIX OpTaHU3Ma,
HO HanboJiee BHICOKO B HAMITOYEYHNKAX, TACTPOUHTECTH -
HaJIbHOM TpakTe 1 Mo3re [7, 8], 4TO 0OBICHSIET MHOTOCH -
CTEMHOCTb TTOpaXKEeHUS.

Knunnueckasi kaptuHa cuHapoma OsirpoBa pasHo-
obpasHa [9], BapbUpPYIOT CHUMIITOMBI, BBIPAaXK€HHOCTb,
BO3PAaCT U MOCJIEAOBATEIbHOCTh MOSIBJIEHUSI CUMIITOMOB.
YacroTta pa3jMYHbIX MPOSIBJIEHUI TIpU TaHHOM 3aboJie-
BaHMU TIpe/icTaB/ieHa B TaOIUIIE.

Anakpumusi (TMNOJIAKPUMHUS) — CaMbIil paHHUIA U TO-
CTOSTHHBIN MPU3HAK, MOPGHOIOTMYEeCKON OCHOBOM KOTO-
poro siBisieTcss aTpodust (TUIOIUIa3usi) CIE3HBIX Xeye3
(puc. 1). Anakpumusi MOXET OCJIOXHUTBCSI KepaTorna-
THEI BIUIOTh 10 U3bSA3BICHUS POTOBUIIBI, HO Yallle Mpo-
TeKaeT OeCCMMIITOMHO W OOHapyXXWBaeTcsl B pa3HOM
BO3pacTe MpU lieJeHaNpaBIeHHOM paccrnpoce U obce-
noBaHUM. 191 OOBEKTMBHOI OLICHKW CJIE300THCICHUS
ncnob3ytoT npody Lllupmepa: cCOrHyThIi KOHEIL MoJI0C-
KU QWIBTPOBAILHOM OymMaru 3akjaabIBacTCs 3a HIDKHEe
BEKO M 4Yepe3 5 MUH U3MEPSIOT CMOYEHHBINA YJ4acTOK.
B Hopme ero jyinHa He MeHee 15 MM (y moxuibix 10 mm),
CMaJyrBaHUE MeHee YeM Ha 5 MM — MPU3HAaK MaTOJIOTHH.

Bropoit mo wyactote cumnrtom (75% ciydaeB) —
axajasusa KapAuu. HapylleHHMe MOTOPUKHW TIWIIEBOJA,
MpU KOTOPOM COUHKTEp Kapauv TIpU TJIOTaHUU pac-
cabJsieTcsl He MOJHOCTbIO U MEePUCTaIbTUKA MUILEBOAA
OTCYTCTBYET, UTO BeJIeT K (DyHKIIMOHATBLHON 00CTPYKIINU
€ro JMCTAJIbHOTO oTaesa. [MCToJornyeckum ero mposiB-
JIECHUEM CIIY>KUT BBIpakKeHHOE YMEHBIIEHWE KOJIMUYEeCTBa
WY OTCYTCTBUE HEMPOHOB MEXMBIIIEYHOTO CIJIETCHUS
nuiieBona. Bo3pact mposiBieHUsT — OT MJIaJIeHYECKOTO
U paHHEro IeTCKOro 10 15—16 yet.

XponnyecKas HaIMOYEYHNKOBAST HEAOCTATOYHOCTD STBJISI-
ercst 100% nipusHakoM crHapoma OJrpoBa 1 00yCcIOBIeHA
PE3UCTEHTHOCTBIO PELIETITOPOB K aIpeHOKOPTUKOTPOITHO-
My ropmoHy (AKTT). I1peobnanaer rioKOKOPTUKOUIHAS
HEJIOCTaTOYHOCTh, MUHEPAJIOKOPTUKOWTHASI HEOCTATOY-
HOCTb UMeeT MecTo Jinib B 10—15% ciydaeB. HeykpoTtu-
Masi pBOTa M TIOTepsl MacChl, pa3BUBAIOIINECS Y MalueH-

Tabauya. Knunnyeckue nposisaeHus cuaapoma Oarposa

Puc. 1. MPT rosnosHoro mo3ra maibunka 10 jeT ¢ cuHapoMoM
Ourposa (cTpesIKaMy MOKA3aHA TUNONUIA3HS CJIE3HBIX XKeJe3).

TOB ¢ cuHapoMoM OJrpoBa, yallle CBSI3aHbI C axayia3uei
Kapauy W He SIBISTIOTCSI TTPU3HAKaMU MUHEPAJTOKOPTHU-
KOMIHON HEeMOCTaTOYHOCTU. B CBsI3M ¢ 3TMM HEOOOCHO-
BaHHO Ha3HAYalOTCS MpernapaThl MUHEPATOKOPTUKOWIOB.
WccnenoBaHue ypoBHST Kajusl, HATpUs U aKTUBHOCTU pe-
HUHA TJIa3Mbl HEOOXOAMMO TTPOBOIUTH BCEM TAllEHTaM.
HuddepeHunanbHas IUarHOCTMKa OCHOBaHAa Ha HOp-
MaJIbHBIX TTOKA3aTeNIsIX 2JIEKTPOJIUTOB KPOBU M HOpMAaJTb-
HOI aKTUBHOCTHM PEHUHA TIIa3MBbl.

Yame xpoHUYecKast HaAIMOYEUHUKOBAs HEIOCTATOY-
HOCTb pa3BMBAaeTCsl TOCTENIEHHO Ha TePBOM—BTOPOM
JECATUNICTUN XU3HU, KOTAA yXe €CTh IpyTrhe CHUMIITO-
MBI 0OJIE3HU, HO OBbIBa€T M TEPBBIM TPU3HAKOM, TIPU-
4eM MOXKET MaHU(ECTUPOBATh TSKEIOM TUTTOTIIMKEMUEH
U 1mokoM. BMecre ¢ TeM gaxke B MOXMUIOM BO3pacTe Xpo-
HUYecKass HaaIOYeYHUKOBasl HEJOCTATOUHOCTh WHOTIA
nporekaeT JaTeHTHO. Becem GosbHBIM ¢ cuHapoMoM OJi-
rpoBa, OCOOEHHO JETSIM, HEOOXOIUM PETYJISIpHBINA KOH-
TPOJIb (PYHKIIMY HAAMOYEYHUKOB TSI Ha3HAYEHUS CBOE-
BpEMEHHON 3aMEeCTUTEbHOM Teparnu U MpOoPUIaKTUKH
SKU3HEYTPOXKAIOIINX COCTOSTHU.

Yacrora
[MpuzHak
BcTpeuaemMocTu, %

Anakpumus (CUHIPOM “CyXOro riia3a’) 100
Axanaszusi Kapauu 75
[1roKoKOpTUKOMIHAS HEAOCTATOYHOCTD (PE3UCTEHTHOCTD K aAPEHOKOPTUKOTPOHHOMY TOPMOHY — 100
AKTT)

MuHepanKopTUKOUIHAS HEAOCTATOYHOCTD 10
Hesponornueckue HapyiieHus (ABTOHOMHasl HelipornaTusi; mepudepuyeckast HeMpomnaTusi; 30
aTakcusl, MTapKUHCOHU3M; 3a[epkKKa TICUXUIECKOTO Pa3BUTHST; aTPpOGHsI 3pUTSIEHBIX HEPBOB)

Tunepkeparos jagoHel 1 cTom 20
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Hespoaornyeckue nposBiIeHHss MHOTooOpas3HbI. Tu-
MMUYHBIMUA SIBJISTIOTCS CJIEAYIOIINE COCTOSTHMS: CUHIPOM
Oy1b00CTIMHATBHOM aMUOTPODUU, MOTOCEHCOpHAsT MO-
JMHelponaTusi, HWXHUI CHOACTUYECKMI maparapes,
MO3XEUKOBasi aTaKCusi, 4acTO pa3BUBaeTcs aecdopma-
ms cror 1o Tumy ctorbl @puapeiixa. M3 BereTaTUBHBIX
HapylleHW — aHW30KOpHS, OTCYTCTBUE WM BSIIOCTh
3paYyKOBBIX PeaKIINii, OpTOCTaTHYECKAsT TUTIOTOHMS C 00-
MOpPOKaMM, HapylleHHWe CEepAeYHOrO PUTMa, TUITOTHI-
pO3, TUIMOCcCATUBALIUS (OCTOXHSIIOIIASICSI TOTEPEit 3y0OB).
OnwmcaHbl aTpodus 3pUTETbHBIX HEPBOB, MHUKpoleda-
JIUs, 3aiepkKa TICUXOPEUYEBOrO Pa3BUTHS U JIerKasl yM-
CTBEHHAsT OTCTAJIOCTh (TPYAHOCTH B OOYYEHNM ), TTAPKIH -
coHm3M. HeBposormvyeckne paccTpoiicTBa MOTYT OBITh
pPaHHUMM, HO YacTO Pa3BUBAIOTCS TTO3XKE NPYTMX CUM-
MITOMOB, WHOTAA crycTs aecsTuietus. [Iporpeccupona-
HUE 5TUX PACCTPOMCTB Yallle MeIJIEHHOE.

W3 npyrux NMpuU3HAKOB BO3MOXKHBI HU3KOPOCIOCTD,
JTAOHHO-TIOAOIIBEHHBIN TUIIEPKEePaTo3, OCTEOIOpO3,
CKOJINO3, KOMIUIEKC MUKPOAHOMAJWIi: JJIMHHOE Y3KOe
JITI0, NJIUHHBIA (GUibTp (paccTOsSTHUE MEXIy BepXHel
ry0oit 1 HOCOM), OMYIIIeHHBIE YIJIbI PTa, TOHKAsT BEPXHSIST
ryba, OTCyTCTBUE PeCHUIl — yUIMHeHre nHTepBaita 0—17T.

JInddepenmanbHplii TMarHO3 TTPOBOAST C IIMPOKUM
Kpyrom OO0JIe3He: ampeHoNeMKoauCTpodueit, pasamd-
HBIMM TTOJTMHEeponatusamu, cuaapomoM Illerpena u ap.

JInarHoctuka. Jlaxke HemoyiHas KJIMHUYECKash Kap-
THHA TpebyeT HACTOPOXEHHOCTH B OTHOIIEHWUM CUH-
npoMa OnrpoBa. BoJNBHBIM ¢ ajmakpuMueil ciemyer
MMPOBOINTL dHIOKPUHOJOTNYECKOE, HEBPOJOTUYECKOE
obcnenoBanue u JIHK-ngnarHoctuky ¢ uccienoBaHueM
reHa AAAS, a ipu nomo3peHun Ha cuHapom Onrposa
0e3 siBHOI anmakpumuu — TpoOy Illupmepa. HaHHoe
3aboJieBaHMe Hag0 MMETh B BUAY Kak y JeTed ¢ 3a-
NEepKKOW Pa3BUTUS W PAHHUMU HEBPOJIOTHUYECKUMU
paccTpoiicTBaMu, TakK M Y B3POCHBIX ([aXKe TOXUIIbIX)
OGOJILHBIX C TTOpakeHWeM MOTOHEWpOHa B COYETAaHUU
C HApYIIEeHUSIMU YYBCTBUTEILHOCTU M/WJIN BEeTeTaTUB-
HBIMU pacCcTpoiicTBaMU. BaXHBIM B TOATBEPKIACHUU
nuarHosda cuHapoma OJrpoBa SBISIETCS MOJEKYISIP-
HO-TeHeTU4YeckKoe uccienoBanue. Mytanus reHa AAAS
Obla oOHapyxkeHa B OospmmHCTBEe (95%) ciydaes
CUHIpOMa, OTHAKO B JIUTEpaAType COOOIIAETCs O OOJb-
HBIX C THUMHWYHBIMU KIWHUYECKUMU TPOSIBICHUSIMU,
y KOTOPBIX MyTallMW He HaiiieHbl. B Takom ciydae, Be-
POSITHO, UMEIOT MECTO aTUITUYHbBIE MYTallMU, HE BbISIB-
JICHHBbIE PYTUHHBIMU METOJAAMM.

Tepanusi 3a0071€BaHUSI COCTOUT B KOPPEKIIUU OT-
JNeJIbHBIX CUMIITOMOB. BakHyl0 poJjib B TOAAepXKaHUU
3I0POBBSI M KauyecTBa KU3HU OOJbHBIX WUTpaeT 3aMe-
CTUTENIbHAs TOpPMOHAJIbHAsl Teparus, KoTopas TIpo-
BOJOUTCSI TIPM XPOHUYECKOW HAAMOYEYHUKOBOM He-
JIOCTATOYHOCTU. 3aMeCTUTENbHAsI Tepamnus yiaydilaeTr
cocTostHue 0ONbHBIX. JleueHHe axaia3um — OornepaTuB-
Hoe (330¢arokapanomMuoToMus mno lemrepy u npyrue
METOJbl) WM 3HJIO0CKOMuYyeckas OamioHHas 33o0da-
roguiatauust (Ipy psiie TIPEUMYIIECTB €€ MUHYCOM

OPUINHAJIbHBIE CTATbU HACJIEACTBEHHbIE BOJIE3HU

siByisieTcss HecToiikuit addekr). [Mpu anakpumMum uc-
MOJIB3YIOT TIperapaThl «MCKYCCTBEHHOM clie3bl». K co-
JKQJIEHUI0, HEeBPOJOTMYECKHUE pacCTPONCTBa TLJIOXO
noamarTcsl Tepanuu. BaxHyo posb urparoT ocobeH-
HOCTU TIpeJOTepallMOHHON TMOATOTOBKM, aHEeCTe3UU
U MOCJIEOTIepallMOHHOTO BeJACHUST OOTBHBIX C CUHIPO-
Mom OJrpoBa. B aToT mepron HeBBISIBJIEHHAs WJIM He-
aJeKBaTHO JIeYeHHasl XpOHUYeCKast HaaIMOYeYHUKOBasI
HEIOCTAaTOYHOCTh UpeBaTa TSXKEJIbIMU, TTOTeHINATbHO
JIETATbHBIMU OCTOXKHEHUSIMU.

MeauKo-reHeTHIeCKOe KOHCYJIbTHPOBAHHE TTPOBO-
IUTCSA, KaK TIpM BCEX ayTOCOMHO-PEIIECCUBHBIX 3a-
boneBaHUsAX. ECIM nuarHO3 TMOATBEPXIEH aHATU30M
JAHK, B ruiaHupyommux 1eTOpOXIeHUE CEMbSIX C 00JIb-
HBIMM JIeThbMHM Bo3MoxHa moponoBas JHK-muarxno-
cruka. Puck gnsg cubcoB mpobGanma cocrasisgeT 25%,
IIJIST TOTOMCTBA GOJTBHBIX ¢ CMHApOMOM OJrpoBa pUCK
HU3KUH.

IMpuBeneHHbIe B JIUTEepaType KIMHWUYECKUE HaOIIo-
JIEHUST CBUIIETENIBCTBYIOT O HEIOCTATOYHOM MH(MOPMUPO-
BaHHOCTU KJIWHUILIMCTOB O JAaHHOM 3a0o0JieBaHUM, OCO-
OeHHO Mpu No3aHeM aebtoTe. bosibHbBIE MonaaaloT B moJie
3pEeHUS Pa3HbBIX CIICIUATUCTOB — MEINATPOB, OKYJINCTOB,
9HJAOKPUHOJIOTOB, HEBPOJIOTOB, TaCTPOIHTEPOJIOTOB, Te-
HETUKOB, — HO Mpu cuHapoMe OrpoBa 0COOEHHO BaxkeH
MEXIVCIUTUTMHAPHBIN Toaxod. [IpuBoanM coOCTBEH-
Hble KIIMHUYEeCKNE HaOTI0IeHUSI.

KnuHuyeckoe HabnopaeHue 1

Manpuuk P, 10 jgetr 5 Mec MmocTynuil B KIUHUKY
MockoBckoro HUW nenmatpum u AeTcKoil Xupypruu
(B Hacrosiiee Bpemss — HUKW neauatpuun) c xanoba-
MM Ha YTOMJISIEMOCTb, CJIab0CTh, CHVKEHHBIN arreTHT,
Ie(ULNT Macchl Tejla, 3aTPYIHEHUs TIPU TJIIOTAaHUM, W3-
MEHEeHHUE 1IBeTa KOXKHBIX MTOKPOBOB, MOTOPHYIO HEJIOB-
KOCTh, U3MEHEHWE TTOXOIKH, TPYIHOCTH B OOYIEHUH.

AHamMHe3 cemeiiHblii. PeOEHOK OT KpOBHOPOJCTBEH-
Horo Opaka. Pomutenu — TporopomHble OpaT u cecTpa,
MO0 HALMOHAJIBHOCTU — JapruHibl. Matepu — 36 Jier,
oty — 40 net. Poaurenu 3moposbl. OT niepBoii 6epeMeH-
HOCTH — MaJIb9MK, 19 JIeT — 3M0poB; OT BTOPO# Oepe-
MEHHOCTHM — JIeBOYKa, ymMepJsa B Bo3pacTte 3,5 JeT, mpu-
YHa HEU3BECTHA; OT TPETheil 6epeMEeHHOCTH — JIEeBOYKa,
12 ner — 3mopoBa; yeTBepTasi 6epeMEHHOCTb — HACTOsI-
M OOJIbHOM; TIATasi OEPeMEHHOCTh 3aKOHYMUJIACh PO-
XIeHUEM JeBOUKHU, KoTopas ymepia B 40 mHel KU3HU,
MpUYMHA HEM3BECTHA.

AnamHe3 XKu3HH. MajJlbuuK OT YETBEpTOil OepeMeH-
HOCTH, TIpOTeKaBIleii Ha (oHe yrpo3bl TpephIBaHUS,
aHemuu 1-it crenenu. Poabl B CpoK, caMOCTOSITEIBHBIE,
olleHKa 1o mkaje Amnrap 8/9 6annoB, Macca Tesa Inpu po-
xnaeaun 3000 1, muHa 54 cMm. PaHHee pasBuTHE: roJio-
BY JEPXUT C 4 MeC XM3HU, CUIUT ¢ 7 MeC KU3HU, CTO-
ut ¢ 11 mec xusnu, xoaut ¢ 1 roga 2 mec. OT™MeUaIuCh
nBa 3nu3oaa GeOpusIbHBIX Cyopor B Bo3pacte 3—4 Jier,
addekTUBHO-pecTTUpaTOPHBIE TPUCTYILI, HaOTIOmAIICS
1O MECTY JKUTEJIbCTBA HEBPOTIATOJIOTOM.
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Anamue3 3at0osneBanns. C 4-JeTHero Bo3pacrta 00-
paTUIV BHUMaHWE Ha CHUXKCHWE 3PEHUs, OKYJIUCTOM
MO0 MECTYy JKUTEIbCTBA TUArHOCTHPOBAHA YaCTUIHAsI
aTtpodust 3puTeTbHBIX HepBOB. C 3TOro BpeMeHU Ha-
pactajay TUTEPIIUTMEHTAIMs KOXHBIX TTOKPOBOB, TIO-
XylaHue, YTOMJISIEMOCTD; (POPMUPOBAINCH TPYTHOCTHU
Ipu Xonb0be (MOTOpPHAsI HEJIOBKOCTh, YacThie MaleHUs,
T10 JIECTHUIIEC TTOTHUMAETCST C TPYIOM, epxkKach 3a Tie-
puna). [losiBUunKMCHL HaBsSI3UMBBIE MPUBBIYKU (IBUTA-
€T TIOCTOSTHHO pYKaMM, 4TO-TO Tporaer). M3ameHwmics
TeMOp rosioca (HOCOBOI OTTEHOK). OOyvaeTcs B 001Ie-
00pa30BaTeILHON IIKOJIE, HO IPOrpaMMy YCBaWBaeT
¢ TpynoMm. KoHcynpTupoBaH reHeTHKOM B CTaBporioe,
3amomo3peH cuHapoMm Lllerpena—JlapceHa, WMCKITIO-
yajcs Helipodudbpomartos. lisi yTOUHEHHUS] TUarHosa
pebeHoK HampaBieH B kiuHuky MHUU nennatpun
U IETCKOU XUPYPTUU.

JlaHHbIe 00BEKTHBHOTO HMCCeAOBaHusA. [1pu mocTyr-
JICHWU 00paiaii BHUMaHUEe TUCTapMOHWYHBIC TT0OKa3a-
Teau pusnyeckoro pazputus (puc. 2 a,0) 3a cuet nedu-
uTa Maccbl tena (poct 148 cM., YTO COOTBETCTBOBAJIO
90-my mepueHTmIO (Koadduument Sds pocra + 1,6),
Macca 32 KI, YTO COOTBETCTBOBaIO 10—25-My mepueH-
tio). Temmeparypa tena 36,4°C. KoxXHbIe TTOKPOBBI
cMyrJjble (puc. 2,B) ¢ TMIIEpNUIMeHTalUueil B objaactu
KOJICHHBIX U JIOKTEBBIX CYCTaBOB, apeojia COCKOB, 00-

6 Mso l
140
130 _
g0 -

Puc. 2. Manpuuk 10 Jer ¢ cuaapomom Qurposa.

[ 8

a LL bt ]
140

a — (hu3nyeckoe pa3BUTHE BbIllle CPETHETO, TUCTAPMOHUYHOE 32 CUeT Aedunura Macchl Tea, odLiee NOTEMHEHHE KOXKHbBIX MOKPO-
BOB C THIEPIUTMEHTANEell KOXKH B 00JIACTH KOJIEHHBIX CYCTABOB, YMepPeHHAsl TMIOTPO(UsI MBINII roJieHeii; 0co0eHHoCcTH (peHOTHNA:
THIIOMAMHIYHOE JINIO, Y3KUii JMIEBOI CKeJIeT, YIJIHHEHHbII (PUIBTP — paccTOsiHNE MKy BepxHeil ry0oil 1 HOCOM, TOHKasl BePXHsIs
ry0a, omymieHHble YIbl pra; 06 — 0CO0EHHOCTH MOJI0KEHHs TeJIa HA MOJTYCOTHYThIX HOTaX, HApYLIeHHEe OCAHKH; B — THIIEPIUTMeHTa-

A KO2KHBIX NOKPOBOB.
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JIaCTH TIOJIOBBIX opraHoB. MMetoTcst ocobeHHOoCcTH (he-
HOTUIA: TAITIOMUMUYHOE JINLIO, Y3KUI JTULIEBOI CKEJET,
VIUTMHEHHBIN (OUIBTP, TOHKAsT BEPXHss TyOa, OIMyIIeH-
Hbele yribl pra. OTMeuaercss nuddys3Hasi MbIlIeYHast
TUMOTOHMSI, HapylIeHWEe OCaHKMU, TUIOCKOCTOITHE.
B nerkux mpixaHue Be3UKYJISPHOE, XPUMOB HET. TOHBI
cepala 3ByYHBIE, pUTMUYHBIE, YACTOTA CEPACYHBIX CO-
kpauteHuii (HCC) 78 B MuHYyTY, apTeprajibHOE TaBJIeHNE
90/54 mMm. pr.cT. ZKUBOT MATKHUI1, Oe300I€3HEHHBIH, Te-
YeHb I10 Kpaw pedepHOi Myru, celie3eHKa He TabIiupy-
ercs. Ctyn u nuype3 B Hopme. OTCTaeT B HEPBHO-TICUXU-
yeckoM pas3Butuu. [lomoBoe pazsutue — Tanner I.
YuureiBas XajnoObl, TaHHbIE aHAMHE3a U KITMHUYECKO-
O OCMOTpa, JMArHO3 XPOHWYECKOW HaATNOYEeYHUKOBOM
HEJIOCTaTOYHOCTH Yy peOeHKa He BbI3bIBaJl COMHEHMI. DH-
JIOKPUHOJIOTOM TIPU JIETaJIbHOM aHaJM3e aHaMHe3a XU3-
HU, 3a00JieBaHUsI, POMOCIOBHOM, KIMHUYECKOM OCMO-
Tpe ObLTM YTOYHEHbI BaxkHble 00cTosiTenbcTBa. CTapiias
cecTtpa npobaHaa, KoTopast ymepiaa B 3,5 rona (MpUIMHbI
He YCTaHOBJIEHbBI), HE TUlaKajia cie3amMu. MaJlbuuk HUKO-
raa He TUlakas ciezaMu (Oblia 3armoao3peHa alaKpuMust),
3aTpyAHEHMS IPU TIIOTAHUM BBI3BAJIM TIOI03pEHUE HA Ha-
JINUKE axajasuM Kapauu nuiieBona. B cBsisu ¢ atumu
JTOTIOJTHUTEIbHBIMU JTAHHBIMU 3HAOKPUHOJIOTOM 3arofo-
3peH cuHapoM OJrpoBa (XpoHMUYEcKast HaIOYeUHUKOBasI
HEIOCTaTOYHOCTb, aJlaKpUMMUSsI, axanas3usi Kapauu THIIe-
Boza). PebeHKy mpoBeieHO KOMIUIEKCHOE 00CIeI0BaHUE.

[aHHble nabopaTopHbIX U GPYHKLUNOHANbHbIX
nccnepoBaHun

Knunnueckuii ananu3 kposu: remorniodun — 107 r/n
(Hopma 120—180) v/, sputpruutsl — 3,61-10'2/1 (HopMma
ot 3,7 MJIH), OCTaJIbHbIE TTIOKa3aTesJn B HopMme. KimmHuue-
ckuit aHanu3 mouu — 6esok 0,032 r/, KeToHbI +/-.

Brnoxnmudueckuit aHaaM3 KpPOBU: OOIIUI OEIOK —
68 r/n (HopMa), Hatpuii — 137 (Hopma 135—147) mmonb/i,
kammii — 3,9 (Hopma 3,7-5,12) MMonb/J, KaabLUit
obmmit — 2,32 (Hopma 2,02—2,6) MMOJIb/J, KaJbIIUi
MOHU3NPOBaHHBIN — 1,26 (Hopma 1,13—1,32) Mmonb/m,
rimoko3a — 5,4 (Hopma 3,9—6,4) MMOJTb/JT, acTiapTaTaMu-
HoTpaHcdepaza — 48 (Hopma 10 40) ME/n, nakratneruma-
poreHasa — 549 (Hopma 1o 450) E/n, kpearundochoku-
Haza — 289 (Hopma 1o 190) E/n, octanbHble mokazareau
B Mpenenax HOpMbl. KUCIOTHO-11IEIOYHOE COCTOSIHUE
kposu — pH 7,48, pO, — 67 mm.pt.cT., BE(B) 0,2 — HOp-
Ma, jaktat — 1,0 MMosb/11 (HopMma).

BuoxuMuueckuii aHaJauM3 MOYM: CYTOYHBIA 0ObeM
Moun 400 M, Kaneuumii — 0,76 (Hopma 1,5—4) MMOJTB/CyT,
dochop — 9,2 (Hopma 19 — 32) MmMoIIb/CyT, OKCaIaThl —
200 (Hopma mo 135) MMOJb/CYT, KpeaTUHUH CBHIBOPOT-
ku — 0,038 (Hopma 0,035—0,11) MMoOJb/11, KpeaTUHUH
MOYM CYTOUHbIH — 3,2 (Hopma 2,5—15) MMOJb/CYT,
KJIMPEHC 3HIOTeHHOTo KpeaTuHuHa — 1,4 (Hopma 1,3—
2,0) mu/c. AHanIU3 MOYU MO 3UMHULIKOMY — 0e3 MaToJo-
TMYECKUX U3MEHEHWA.

IMepopanbHBII TIOKO30TOJIEPAHTHBIN TECT — TJIMKE-
MMSI HaTolak — 4,8 MMOJIb/J1, yepe3 2 4 Mocjie Harpy3ku

OPUINHAJIbHBIE CTATbU HACJIEACTBEHHbIE BOJIE3HU

TII0K030i1 — 4,3 MMOJIb/J1. YPOBEHb MOJIOUHOM M ITMPOBU-
HOTpaIHOM KUCIOT Ha (DOHE TecTa — B Mpeieax HOpMEI.

HccnenoBaHye ypoBHSI TOPMOHOB B KPOBU: THUPEOW/I-
HBII TipoduTs — HopMa; AKTT™> 1250 (Hopwma o 46) iir/mit,
koptuzon <27,6 (HopMa 55—690) HMOJTb/J, peHUH — 58,8
(Hopma 4,4—46,1) M ME /M, 17-OH-niporectepon — <0, 1
(ropma 1,0—6,0) HMOJTB/1.

DKI: puT™ 3KTOIMMYECKUMIA TTpaBOIIpeacepaHbIN Ha (DOHE
peryasiproir YCC 69—78 B MunHyTy. HopmanbHOe m0oJ0-
JKEHMeE dJIeKTpUuUYeckoil ocu cepaua. Henmonxas 61okana
MpaBoif HOXKM Tydyka [ca. Hapymenue mporeccoB pe-
MOJISIPU3alliM B MUOKap/Ie 3aHel CTEHKH JIEBOTO JKeTy-
Jouka. B mooxkeHUM cTosT: He3HAUMTETbHAST TAXUKAPIWS,
BTOpPUYHOE YIUIMHeHNEe nHTepBaia Q— 7. DxoKapauorpa-
Gus: TTOPOKOB cepana He BBIIBIeHO. AnchyHKINS XopI
MUTpaibHOTO KJarnaHa. [IponosbHast Tpabekyia B J€BOM
Xeymouke. JIumaTtamus mpaBoro XeayIouKa.

JleHCUTOMETpUST — TIPU3HAKU OCTEOIopo3a, Z-score:
—2,5.

MarnutHo-pe3oHaHcHast Tomorpadust (MPT) ro-
JIOBHOTO MO3Ta: 0YaroBbIX U3MEHEHU I TOJIOBHOTO MO3Ta
He BBISIBJIEHO. YMepeHHass aCMMMeTpUYIHas Tuapoleda-
Jmst. HecTabMIbHOCTh KpaHUO-1IEPBUKATBHOTO CETMEH-
Ta. [unomnasus cies3Hbix xenes (puc.l). D3I — yme-
PEHHO BBIpaXXeHHbIE W3MEHEHUS OMO3JIEKTPUUYECKOM
AKTUBHOCTHU TOJOBHOTO MO3Ta, MPU3HAKOB OYaroBOM
CUMIITOMATUKU U SITUJIETITUYECKOM aKTUBHOCTH HE BbI-
SIBJICHO. DJIeKTpoHelipoMuorpaduss — JaHHBIE O Tiep-
BUYHO-MBIIIIEYHOM MOpakeHUU He 3aperMCTPUPOBAHbI,
JIETKOE CHIDKEHUE CKOPOCTH TIPOBEACHUS WMITYJIbCOB
IO MOTOPHBIM BOJIOKHAM HIDKHUX KOHEYHOCTE.

MynbTrcnivpasbHasi KOMITBIOTEpHAst ToMoTrpadust
OpraHOB CPEJOCTEHUS: NMaMeTp IpOCBeTa THUILEBOAA
B BEpPXHE-TPyIHOM OTaAese 10 6 MM Ha ypoBHe auadpar-
Mbl — 10 11 MM. 3akioueHue: yMepeHHOe 3UsiHUE TIpo-
CBeTa MUIIEBO/A.

VnsrpaszBykoBoe uccinenoBanue (Y3HM) OproiirHoii mmo-
JIOCTU W TIOYeK: aHOMaIusT (hOPMBbI, YBETMUEHHUE KeTdI-
HOTO Ty3bIpsi. PeakKTUBHBIE M3MEHEHUS TTOIKETyIOUHOM
xene3bl. Helmb3s MCKITIOYNTL Halnyue ractputa. Porta-
ust JeBoil mouku. [ToBbIIeHWE TOABMKHOCTU O0EHUX
MoYeK. YBeIWYeHUe JIeBOM TMOYKU. D30(aroractTpomyo-
JIEHOCKOTIUSI: 3PO3UBHBIN TacTpuUT, OyJIBOUT, AYOJICHWT,
tecT Ha H.pylori NONOXUTENbHBIN.

Tak Kak AMarHo3 XpOHMYECKOU HaAMOYEUHUKOBOIM
HENOCTaTOYHOCTH Yy MaJlbuMKa ObLJT TTOATBEPXKIEH J1abo-
pPaTOpPHBIMU TaHHBIMU, JJISI UCKITIOYEHUS aIpeHOJIEKO-
IUCTPOGUM MPOBEACHO UCCIeIOBaHNE OYeHb ITMHHOLIE-
MMOYEUHBIX XKUPHBIX KUCJIOT IJ1a3Mbl KpoBU. [TokazaTenu
JTAaHHOTO MCCJIeIOBAHUST OKa3aJIMCh B HOpMe, TUArHO3 ajl-
pPEeHOJIEUKOANCTPODUY OBUT UCKITIOUEH.

KOHCyHbTaLWIVI cneynanucTos

OKyJIUCT: CUHJPOM «CYXOTO IJ1a3a» — IMUTEJNONarTusl,
MMOITUS ¢1a00H CTETIeHU ¢ MUOTTMYECKUM aCTUTMAaTHU3MOM.

Kapauonor: ¢yHKIIMOHaNbHAS KapAauOIaTusi, IMC-
(GYHKIIMST CHHYCOBOTO Y3J1a.
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Toznusn E.B. u coaem. Knunnueckuit nonumopdusm cuapoma Onrpopa (CUHIPOM «Tpex A») y IeTeil...

TacTposHTepoJIOT: axaia3us MUIIEeBOAA XPOHUUECKUIA
racTPOLYOJCHUT, DPO3UBHBINA, XEIMKOOAKTEP-aCCOLMU-
poBaHHBIN, o0ocTpeHne. CUHAPOM MaTbaOCOPOLINH.

Hespomaronor: HapylIeHUsI CO CTOPOHBI HEPBHO-
MBIIIIEYHOM CUCTEMBI Y pebeHKa, BEPOSITHEE BCETO, MMe-
10T BTOPUYHBII XapakTep.

DHIOKPUHOJIOT: TepBUYHAs HAAIOYeYHUKOBas He-
nocratouHocTh. CuHapom OnrpoBa (XpoHUYecKasi Hajl-
MOYEUHUKOBAsI HEMOCTATOYHOCTD, AJJAKPUMMSI, axalla3ust
Kapauu MUIIEBoA).

JInst TonaTBepKIeHUsT auarHo3a cuHapoma OnrpoBa
npoBeneHa JITHK-amarHocTMKa ¢ YacTUYHBIM aHAJIM30M
reHa AAAS MeTOIOM TIPSIMOTO aBTOMAaTUYECKOTO CEKBEHU-
poBaHUsl. BoIsBlIeHO M3MeHEHME HYKJICOTUIHOMN TMOCIeI0-
BareabHOCTH €.709 delC, He ommcaHHoe B 0a3ax HaHHBIX
10 MYTALIUSIM Y TIOJTMMOPGU3MaM, IIPUBOJISIIEE K MPEKIIe-
BpeMEHHOM TepMUHaIMu 6eska. [TnanupyeTcst mpoBeaeHNe
uccnenoBanus JIHK ponureneit u cubcoB mpobdaHa.

TakuM 00pa3oM, COBOKYIHOCTb JAHHBIX aHaMHe3a
KU3HU M 3a00JieBaHUsST pebeHKa, aHaIu3a pOJOCIOBHOM
(KpOBHOPOJICTBEHHBIN Opak, rubesb IByX CUOCOB 110 He-
M3BECTHBIM TPUYMHAM), TUTTMYHBIE XaJT00bI (OTCYTCTBHE
cJe3, 3aTpyIHEHUs TIPU TJIOTaHUW), KIMHUYECKUE U Jia-
GopaTopHbIe TIPU3HAKKU TMEPBUYHON HaAITOYEUHNKOBOM
HEIOCTATOYHOCTH, aJlaKpUMUsI, axaja3us THUIIEBO/a,
a Taxke pesyabratel JJHK 1rarHocTuKu mo3BoIvIv Aua-
THOCTHpOBaTh cuHApoM Onrposa.

Jleyenue. PeGeHKy Ha3HaYeHa 3aMeCTUTEIbHAS Tepa-
MU TIIOKOKOPTUKOUIHBIMA M MUHEPATOKOPTUKOUTHBI-
MM TIperrapaTaMu:

* kopre¢d 10—15 M™Mr/Kr/B cyTKu, pacrpeneieHHbie

Ha Tpu paBHbIX 110 103e npuema (7.00, 14.00 u 21.00),

C YBEJIMYEHNEM J103bI TJIIOKOKOPTUKOUIOB B 2—3 pasa

B clTyyae MH(MEKIIMOHHOTO 3a00JIeBaHus, CTpecca, X1-

PYPTrUYeCcKOro BMeIIaTeIbCTBa;

» koptuHedd 0,05 mr 2 paza B neHsb (7.00 u 17.00).

Teparmust  MHUHEpPATOKOPTUKOWAHBIMA  TIperapara-
MU B JIaHHOM cllyyae y MajlbuMka Oblia OOOCHOBaHa,
TaK KaK y pebeHKa OTMeYaJIuCh pBOTA, TOIITHOTA IT0 yTPaM,
TUTOXOM anmeTuT, 1eUIIAT MacChl TeJia, TIOBbIIIIEHHASs TT0-
TPeOHOCTh B COJICHO MHWIle, HU3KOE apTepuaTbHOEe TaB-
JIeHWe, TIOBBIIIIEHHBI YpOBEeHb PeHWHA IJIa3Mbl KPOBHU.
J1o3a MUHEPaJTOKOPTUKOWIOB He MeHsieTcs Ha (pOHe MH-
TEPKYPPEHTHBIX 3a00JIEBAHUIT U PETYIUPYETCS IO YPOB-
HIO KaJius, HaTpysl KPOBU U aKTUBHOCTHM pPEHMHA TUTa3MbI
KPOBHU (TEHAECHIIUST K TUTIOKATUEMUU U CHUKEHHBIN ypo-
BeHb aKTUBHOCTHM pEHUHA TJIa3Mbl KPOBU CBUIETETBCTBY-
10T O TIEpeTO3UPOBKE U HEOOXOAMMOCTU CHYDKEHMS JO3BI
MHWHEPATOKOPTUKOMAOB). [Ipyn HEBO3MOXHOCTH Tep-
OpaJTbHOTO TIpYeMa TIperapaToB HEOOXOAMMO BHYTPHUMBI-
IIeYHOe WJIM BHYTPUBEHHOE BBEJCHME TUAPOKOPTHU3OHA
B yBeJImueHHOM no3¢e. CienyeT 00bsICHUTh POACTBEHHUKAM
HEOOXOAMMOCTh TTOCTOSTHHOTO TpHUeMa MpernapaToB, BaxkK-
HOCTb HAJIMYUS B Tpeleax ObICTPO TOCTYITHOCTU WHB-
EKIIMOHHBIX (POPM TITIOKOKOPTUKOMIOB; CIEAyeT 00yINTh
POICTBEHHUKOB TEXHUKE BHYTPUMBIIIEUHOTO BBEICHMS
TMIPOKOPTU30HA. Upe3aMepHas HACTOPOKEHHOCTh U He

BIIOJIHE OTPaBIaHHOE TOBBIIIEHUE J03bl TJTIOKOKOPTH-
KOUIOB Ha 1—2 JHS WM OMHOKPATHOE BHYTPUMBIIIIEUHOE
BBEIEHUE THUIPOKOPTM30HA WIM TIPpEIHU30J0HA MeEHee
OTTaCHBI JIJISI TIAlIMEHTA, YeM aJlpeHaIOBbI KpU3.

OKyJUCTOM Ha3HayeH TIpernapar <«HUCKYCCTBEHHOM
clie3bl»; HEBPOJOTOM — CHMIITOMaThuYecKasl Teparusi;
JTAHbI PEKOMEHAAIIUN TaCTPOIHTEPOIOTOM.

PebGenky nmpoBeseHa xupypruueckasi KOppeKiys axa-
JIa31M MUIIEBOA U PEKOMEHI0BaHa MOBTOPHAasI TOCTIMTA-
JIU3ausl U1 OUEHKU COCTOSTHUS U 9 (HEKTUBHOCTU Te-
parnuu B IMHAMUKe, HEOOXOAMMOCTHU €€ KOPPEKIIUU.

KnuHuyeckoe HabGnoaeHue 2

Hesouka JI., 7 neT 5 Mec, MOCTyImMIa ¢ Kajaodamu
Ha OTCYTCTBHE CJIE3 C POXKICHUSI, CYXOCTh KOXKHBIX TTOKPO-
BOB, TJIOXO€ COCTOSTHHME 3yOOB, 3aTpyaHEHME MPU TJI0Ta-
HUU TBEPAOU MUIIN (HE MOXKET IJIOTAaTh TAOJIETKH), MOTOP-
HYIO HEJIOBKOCTb, OCOOEHHOCTHM TIOXOAKM, 3aTPyTHEHUS
B 00y4eHMU, CJIOXKHOCTH B OOIIIEHU CO CBEPCTHUKAMM.

Anamue3 ceMmeiinblii. Pe6eHOK OT BTOpOI1 GepeMeHHO-
ctu. [lonycubc ot mepBoii OepeMeHHOCTH MaTepu — Je-
BouKa, 12 Jiet, 3mopoBa; Miaamias cectpa 1,5 et — 3mo-
poBa. JIBotoponHbie Opar 1 cecTpa nmpodaHaa (Mo JUHUU
marepu) B Bo3pacrte 10 18 jger Habaogainch ¢ IMarHo3oM
COMATOTPOITHAST HEIOCTATOYHOCTD, TTOJTyIa i TOPMOHAITb-
Hyl10 Tepanuio (nmanrunonutyurapusm?). Pogurenu no Ha-
LIMOHAJILHOCTU pYCCKUeE, 310poBbl. Marepu — 33 rona,
oty — 34 rona. bpak He poacTBeHHBIN. PocT MaTepu rpo-
6anma — 159 cMm (-1 Sds), poct otia — 160 cm (-2,5 Sds).

AHamHe3 Xu3HHM. J[eBouKa OT BTOpPOiA, GIarompusiT-
HO TIpOoTeKaBIllell 6epeMeHHOCTH. PoIbl B CpOK, OLIEHKa
no mkaje Anrap 8/9 6ay0B, Macca Teia pu poXIeHUN
3000 1, mmHa tema 50 cMm. PanHee nmcuxoMoTopHOeE pa3-
BuTHE 0e3 ocobeHHocTeil. OTMeuaaoCch TpU 3MU30/1a T0-
TEpPU CO3HAHUS Ha (POHE TICUXOIMOLIMOHAIBHOTO HATIpsI-
xeHust. HabGimomaeTcsl HEBpOITAaTOJIOTOM C IWArHO30M:
MOCJIECTBUAS TUTTOKCUYECKU-UIIEMUYECKOTO TTopake-
Husg HHC, adpdexruBHO-pecnupaTopHbie TTApOKCU3MBI,
o0l111ee HapyIlIeHNe PeyuH.

Anamue3 3a0oseBanuss. C JIBYX JIeTHEro Bo3pacTa Ha-
6JTI0IaeTCs OKYJIMCTOM 10 TIOBOY CMHAPOMa «CYXOTO TJla-
3a». B 6 et obpatuiM BHUMaHWe Ha CHIDKEHUE 3pEHUS,
OKYJIUCTOM TI0 MECTY KUTEJIbCTBA THAarHOCTUPOBAaHA Ya-
CTUYHAs aTpodus 3pUTEeTbHBIX HepBOB. C 3TOT0 BpeMeH!
MaTh pebeHKa cTajla oOpallaTh BHUMaHUE Ha MOTOPHYIO
HEJIOBKOCTh, TMITIO3MOILIMOHAIBHOCTh, CJIOXHOCTA B 00-
IIEHUX CO CBEPCTHUKAMU, 3aTpyoHEHUs] B OOYUEHUM.
B BO3pacte 7 1eT 5 Mec OKyJIMCTOM peKOMEHI0BaHO 00pa-
TUTBCS K DHIOKPUHOMOTY. ISl yTOUHEeHUsT IMarHo3a Ha-
3HAYEHO JOTOTHUTETLHOE 00CTIeIOBaHKE.

JlanHble 00BEKTMBHOro HccienoBanmsa. I[lokasate-
T (PU3NYECKOTO Pa3BUTUSA CpeAHHME, TapMOHUYHBIE
(poct 121 cM, YTO COOTBETCTBOBAIO 25-MYy MEplLEH-
o (koadduumnent Sds pocra -0,3), macca 23,5 KT,
YTO COOTBETCTBOBAIO 25-MYy TEpILEHTUI0). TeMIibl po-
cTa yIoBJIEeTBOPUTEbHBIE — 4—5 cM B roa. Temrmepary-
pa tena 36,4°C. KoxHble TTOKPOBHI 0JIEIHO-PO30OBHIE,
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qucThle. [UIepmUrMeHTalluy, TUTIEPTPUX03a He OTMe-
yaetcsi. MIMeroTcst ocoGeHHOCTU (heHOTUTA: TUTIOMM-
MHWYHOE JIULIO, YIIMHEHHBINA (OUIBTP, TOHKAs BEPXHSIS
ryba, aHTUMOHTOJIOMAHBIN pa3pe3 TJAa3HBIX IIeJeiH.
B serkux npIxaHue Be3WKYJISIPHOE, XPUIIOB HeT. TOHBI
cepaua 3ByuyHble, putMuuHbie, YCC 78 B MUHYTY, ap-
TepuanbHoe maBieHue 90/60 MMpT.cT. ZKUBOT MSITKWIA,
0e300JIe3HEHHBII, TIeYeHb IO Kpalo pedepHOl nyru,
cele3eHka He maibrnupyercsd. CTynl W ouype3 B HOp-
Me. [lluTtoBuaHAsA Kele3a He yBelW4YeHa, KIMHUYECKU
9yTHpPeo3. 3aaepKKa HEPBHO-TICUXUUECKOTO Pa3BUTHSI.
ITonosoe pazsutue no Tanner [ (Hopma).

DHAOKPUHOJIOTOM TIpU JeTaJbHOM aHajin3e Xajoo,
aHaMHe3a XW3HU, 3a00JIeBaHMs, POMOCIOBHOM, KITMHMU-
YECKOr0 OCMOTpa YTOYHEHBI BaXKHBbIE OOCTOSITEILCTBA.
PebeHoK HUKOTIIA HE TUTAKaJl ClIe3aMU C POXKICHUS (aa-
KpUMUSI), 3aTpyAHEHUS] TIPU TJIOTAHWUU BBI3BATIU TTOMIO-
3peHune Ha HaJIMJKe axaja3uu KapAuu NuiieBoaa. B cBs-
3W C 3TUM 3aItono3peH cuHIpoM OJrpoBa W MPOBENECHO
KOMIUIEKCHOE 00CIenoBaHuE.

[aHHble nabopaTopHbIX U GPYHKLUNOHANbHbIX
nccnepoBaHun

Kimmanueckuii aHamm3 KpoBY — €3 MaTOIOTMIeCKUX OT-
KJIToHeHU . KImmHnJeckuii aHan3 Mour — B HopMe. broxu-
MUYECKUI aHaI13 KPOBU: 001Nt 6eIoK — 68 r/11 (HopMma),
Hatpuii — 145 (Hopma 136—152) MMonb/71, Kamuii — 4,44
(Hopma 3,8—5,3) MMOJTb/J1, Kabluit oot — 2,56 (Hop-
Ma 2,2—2,7) MMOJIb/J1, KaJbLIMii MIOHU3UPOBaHHBIN — 1,18
(Hopma 1,05—1,3) Mmmonb/n, xmopuasl — 100 Hopma 97—
115) mmodb/m, Timoko3a — 4,9 (Hopma 3,9—6,1) MMOb/I,
acriapratamMmuHoTpaHcdepasza — 27 (Hopma no 32) E/n, ana-
HuHaMuHoTpaHchepasa —10 (Hopma no 33) E/n, dhocdop —
1,76 (nopma 1,0—1,8) mmonb/n, menodHas ¢ocdaraza —
165 (Hopma <300) E/m.

TopMOHATBHBINA MPOMWIB: TUPEOTPOITHBINA TOPMOH
(TTI) — 7,92 (Hopma 0,4—4,0) MKkMEn/mi, cBOOOAHBII
T,,a/1-TI1O, a/T-TT —nopma, AKTT — 55,6 (Hopma <46,
npu ctpecce Ao 100) mr/mi, koptuzon — 398,21 (Hop-
Ma 185—624) umonb/nm, mapatropmMoH — 32,7 (HopMa
11-67) ir/mo.

VY3U Gpro1rHoii TTOJI0CTH U TTOYEK: TTaTOJIOTUU He BbI-
SIBJIEHO.

OKI: B mosoXeHWM CTOsI yMEpEeHHOe YXyIlleHUe
Tpoliecca pernojsipu3alii B MUOKap/Ie JIEBOTO JKeJTya04 -
ka. OxoKI: mopokos cepala He BeIsIBIEHO. AMChYHKINS
XOpA MUTpajbHOro kiamnaHa. [lpomonbHasi TpaGekyna
B JIEBOM JKeJTyIOYKeE.

MPT ronoBHOTro Mo3ra: 04aroBbIX MI3MEHEHMI TOJIOB-
HOTO MO3ra He BbIsiBJIeHO. DD} 6e3 1maToJornyeckmnx mu3-
MEHEHUI.

Koucynwauuu cneunanucToB

OKYJIUCT: CUHAPOM «CYXOro Ijla3a» — SIUTeIUOoNa-
THSI, MUOTIMSI CJTA0OM CTENeH! ¢ MUOTIMYECKUM acTUTrMa-
TU3MOM; YaCTUYHasl aTpodusi 3pUTETbHBIX HEPBOB.

Kapauonor: pyHkunoHanbabie nuaMeHeHuss DKI.

OPUINHAJIbHBIE CTATbU HACJIEACTBEHHbIE BOJIE3HU

TacTposHTeposior: axanazus nuiieBoaa? Pekomenmo-
BaHO TPOBeACHUE MYJILTUCTUPATBHON KOMITHIOTEPHOM
ToMOTpad OPTaHOB CPEMOCTEHUSI M KOHCYJIBTALIHST XM~
pypra.

Hespomaronor: HapylleHre aKTUBHOCTH W BHMMa-
HUST, 00lIlee HapylIeHe pevn.

IMcuxonor-yjoromnea: KOTHUTUBHAST HETOCTATOYHOCTh
B BUJEe CUHIpOMa Te(ULINTa BHUMAHUSI, HU3KOTO 00ObeMa
MamsITU, UCTOLIAEMOCTH YMCTBEHHOI paboTOCIOCOOHO-
ctu. KoHcrutyunoHaibHblil MH(paHTUIM3M. [Ipeanona-
raetcsl 3alepXKa TICUXMYECKOTO Pa3BUTHSI U BBICOKUIA
HEeBPOTUYECKUI (hOH pearnpoBaHUs. PeKoMeHIOBaHBI
3aHSATHS C JIOTOTIEAOM, Je(eKTOIOroM, MOMOIIb HEBPO-
Jiora (CUMITTOMaTHUYecKasi Teparmsi).

DHIOKPUHOJIOT:  CYOKITMHWYECKU  TUITOTUPEO3.
Anakpumusi. Cunnpom Onrposa (?). nsi uckioye-
HUSI HaOIMOYeYHMKOBOW HEIOCTATOUHOCTU TpOBEIeHA
npoda ¢ CUMHAKTEeHOM-/IENO, C OLIEHKOW (DyHKUIUM HaJ-
MOYeUYHNKOB. bBa3albHbBIN YpOBEeHb KOPTH30JIa KpPOBU
146 amMonb/m, 4yepe3 24 4 mocjie BBeAeHWS CUHAKTeHA-JIe-
no — 1500 HMOJIb/J1, UTO MCKJTIOUMIIO HAAITOYEYHUKOBYIO
HEJIOCTaTOYHOCTh Ha MOMEHT 00CTIeIOBaHUS TIpOOaHa.

Jnst moaTBepXKAeHWs AuarHo3a cuHapom Oirposa
JIEBOYKE METOMOM TMPSMOTO aBTOMAaTHUYECKOTO CeKBe-
HUpOBaHUs TIpoBeneH aHanu3 reHa AAAS. BobisiBaeHO
U3MEHEHNE HYKJICOTUIHOW TOCIeIOBATEIBHOCTH C.856
C>T, nmpuBoasiiee K 3aMeHe p.Arg286Term B roMo3u-
TOTHOM COCTOSTHWY, OTMTMCAHHOE B MEXIyHAapOAHOU 0a3ze
nanHbix 1o mytauusim HGMD (CM 10151). Tlposene-
Ha JIHK-nuarHoctuka y ponureneid U maaaiiero cubca
npobdaHma. Matb 1 oTell TTpobdaHaa SIBIISIIOTCS HOCUTEISI -
MM yKa3aHHOW MyTalllM, y CUOCca MyTalusT He BbISIBJICHA.

TakuMm 00pa3oM, COBOKYITHOCTb TUITMYHBIX 3Kajoo,
JAaHHBIX aHaMHe3a JXU3HW W 3a00JIeBaHMS, pe3yJIbTaTOB
KIIMHUYECKOTO 00CIeIOBAHMS TIO3BOJIVIIN TIPEATIOIOXKUTh
Hajmuue y pebeHKa peJKOro HacleICTBEHHOTO CUHApOMa
(cunopom OnrpoBa), B JajbHEWIIEM TTOATBEPXKIEHHOTO
MOJIEKYJISIPHO-TEHETUYECKUM MCCIIEIOBAHUEM.

Jleyenne. PeOGeHKy Ha naHHOM 3Tare HaOJIOIeHUs
IO TIOBONY CYOKJIMHHMYECKOTO THUITOTMpPeOo3a Ha3HaueH
omua kayms 200 mmo 1 TabneTke 1 pa3 B JeHB ITOCIIe 3a-
BTpaka. PeKoOMeHIOBaHO OIpeae/icHre YPOBHS pPeHWHA
MJ1a3Mbl KpoBH, MoBTOpHOE MccienoBanue TTT, kopTu-
3osa 1 AKTI. HaGmoaeHne aHA0KpUHOI0Ta HEOOXOIM -
MO B CBSI3W C BO3MOXHBIM Pa3BUTHEM TaKOTO T'PO3HOTO
MPOSIBJIEHUST JAaHHOTO CUHAPOMa, KaK HaJATOYeTHUKOBAST
HEJOCTaTOYHOCTbD.

OKyIMCTOM Ha3HavYeH TMperapaT <«UCKYCCTBEHHOM
cie3bl». HeBpojiorom — cuMmTOMaTthyecKas Teparusl.
PexoMeHmoBaHa KOHCY/IBTALIMSI XUpPypra ISl UCKITIoUe-
HUST axaJa3uy MUIIeBoAA.

3aknovyeHue

Takum o6pa3oM, TOJIBKO TIIATEIbHBIN COOp aHaMHe-
3a, aHaJluU3 POAOCIOBHON, BbISICHEHUE XajloO, yriayo-
JIEHHBIN OTIPOC POAUTENEN O cUMITOMAaxX OOJIE3HU Y pe-
OeHKa, BHUMATEJIbHBII OCMOTpP TallMeHTa TO3BOJISIIOT
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Toznusn E.B. u coaem. Knunnueckuit nonumopdusm cuapoma Onrpopa (CUHIPOM «Tpex A») y IeTeil...

yXe Ha /10J1abopaTOpHOM 3Tarle 3aroao3puTh 3aboJe-
BaHue. be3ycIoBHO, MOMOJHUTENbHBIE METOIbI HCCIIe-
JIOBaHUI TIOMOTAIOT YTOYHUTH IMarHO3, a COBPEMEHHbIE
MeTonbl, B ToM uncie JHK-aguarnoctuka, moMmmmMo mom-
TBEPXKIECHUS IMarHo3a, ITO3BOJISIIOT TIPOBOIUTH MEIM-
KO-TeHETUYEeCKOe KOHCYJIBTUPOBAHUE CEMEe JUISl OIIEHKH
TEHETUYECKOr0 pHUCKa M BO3MOXHOCTH ITpeHATaJIbHOM
IVATHOCTUKM TIpY TUIAHUPOBAHWM B KOHKPETHON CeMbe
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