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MpenctaBneH cemeliHbIi cnydan cuHgpoma Onbpaita — HacneacTBEHHOro MNceBgorunonapatupeo3a € npusHakamum
ayTOCOMHO-AOMUHAHTHOrO TUMa HacNefoBaHUst M aHTUuMnauum (yTSHKENneHusl) KIMHUYECKUX MPOSIBIIEHUA B HUCXOASILLEM paay
nokoneHui (matb — cCblH). Y mMartepu npobaHaa TeyeHue 3aboneBaHWs XxapakTepusyeTcs MUWHUMarbHbIMU - KITUHUYECKUMMN
nposiBNeHnsIMK, a y 60MbHOr0 — KNaccu4Yeckom KNMHUYECKON KapTUHOW.

Knroyesnie crosa: nceedozunonapamupeo3, aymocoMHO-OOMUHaHMHoe HacredogaHue, 2eHemuyYyeckasi 2emepo2eHHOCMb,
mKaHeeasi pe3UCMeHMHOCMb, [apameopPMOH, K/emKu MuuweHu, ¢ocghopHO-Kanbyuesbili 06MeH, aunokanbyuemus,
a2unepgochamemusi, ckeslemHble aHOMauu, amakcusi, memaHu4eckue cydopoau

This paper presents a family case of Albright syndrome (pseudohypoparathyroidism) with signs of anticipation (aggravation) of
clinical manifestations in the descend lineage (mother — son). The course of disease is characterized by minimal clinical manifestations
in the proband's mother and by a classical clinical picture in the patient.
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[cepnorunonapatupeos (BpOXKICHHAs OCTEOJWC-  JUATHOCTHUpyeTCs damie B Bo3pacte 5-10 ser. [Ipu ro-
Tpopus Ombpaiita) — peaKuil HACIEICTBEHHBIH CHH- ObIX BapHaHTaX IICEBJOTUIIONAPATUPEO3a 3a00JIeBaHUC
JIPOM, XapaKTEPU3YIONIUICS TKAHEBON PE3UCTCHTHOCTHIO  HOCHT  HACNEACTBEHHBIH  XapakTep C ayTOCOMHO-
K T[apaTropMOHYy, THIIOKaJbIUCMHUEH, VYBEIWYCHUEM  JOMUHAHTHBIM THIIOM HacnemoBanus [2]. Ilatomorus
(YHKIIMU TapalIuTOBUIHBIX JKelie3, HU3KOPOCIOCThIO M XapaKTEPU3YeTCs BBIPAKCHHBIM KIMHUYCCKUM  ITIOJH-
CKCJICTHBIMH aHOMATMSIMH  (YKOPOUCHHE IISACTHBIX W MOP(U3MOM, B OCHOBE KOTOPOTO JICKHUT T'C€HETHUCCKas

IUTFOCHEBBIX KOCTEH). DTO MepBoe HIOKPUHHOE 3a0oiie-  rereporeHHocTh [3]. I'eH mceBmorumonapatupeo3a THIT
BaHHE, HAa NPUMEPE KOTOPOro JOKa3aHa BO3MOXKHOCTh 1A 5okamu30BaH Ha [UIMHHOM IUIEYE XPOMOCOMBI
CyliecTBOBaHMs (heHOMEHA HApYIICHHUS TKAaHEBOH YyBCT- 20q13.2. TeH xoaupyeT CTHUMYJIUPYIOIIYIO aibda-
BUTEJIHHOCTH K TOPMOHY IIPU HEM3MEHEHHOM MexXaHu3Mme  cyobeaunuiy G Oenka (Gs anbda), CBI3BIBAIOIIETO T'ya-
€ro CEKpely ¥ HOPMAJILHOM IUIa3MEHHOM ypoBHE [1]. HUHOBBIC HYKJICOTUIBI. GS anb(a CIYyKUT MOCPEITHUKOM

OrpoMHOE pa3HOOOpa3ue HACIEACTBEHHBIX (JOPM  MEKIY peIenTopaMy TOPMOHOB Ha MTOBEPXHOCTH KJIETOK-
MATOJIOTUH, UX CXOJCTBO C NMPUOOPETEHHBIMH 3a00JIeBa-  MHINCHEH M aJCHUIATIIMKIIA30M, KOTOpas KaTaau3upyeT
HUSIMU, @ TaK)K€ BBIPAYKEHHBIA BHYTPHU- U MEKCEMEHHBIN cuute3 TAM® u TakuM 00pa3oM 3aIlycKaeT Peakiluio
moaMMOp(HH3M 3aTPYAHSIOT PAHHIOK TUATHOCTUKY HAa-  KIJIETOK Ha BO3ACHCTBHE TOPMOHOB. MyTtaHTHBIC GS ayib-
CIIEJICTBEHHBIX OOJIC3HEH y neTeil. DTO B MOJIHOH Mepe (a He aKTUBUPYIOT aJCHWIATIMKIIA3Y, JTHOO MX AKTUB-
OTHOCHUTCS K HacJIeACTBeHHON ocTteomuctpoduu Onbpaii- HOCTh CHJIHO CHIDKCHA. Y OOJIBHBIX IICEBIOTHMITONApaTh-
Ta, KOTOpas MPOSBIACTCS B MEPBYIO Odepenb H3MeHe-  peo3oM tuma IA axtuBHocTh Gs anmbga B 2 pas3a HIDKE,

HUSIMU CKeJeTa U HapyIeHus MU (poc(hOpHO-KaJIbIMEBOTO Y€MY 30POBBIX JIIOJEH, MOITOMY peaKmusi KIETOK-
obmena [2]. BriepBeie ®@.OnOpaiit u O.Maptun B 1942 r. mumienedt va I1TI ocnabnena.

JlaNy onrcanue 3 OOJBHBIX ¢ CUMITOMaMH THITONapaTH- Iomumo pesucrentHoctu K IITT MoryTr ObITH M
peos3a. ABTOPBI NPEANOIOKWIN, YTO IPH 3TOM 3a00eBa-  JApYyrue HapylieHus, oOycioBieHHble aedexrom Gs
HHUH CTpaZiaeT peakiys TKaHel Ha HOPMaJbHBINH ypoBeHb  anbda: pe3ucteHTHOCTh K TTI (THmorupeos), pesu-
TOpPMOHA W IPEJIOKWINA Ha3BaHHUE «IICEBJOTUIIONAPATH-  CTEHTHOCTh K TINIIOKAaroHy (0e3 KIMHHYECKHX MpOsBIe-
peo3» [3]. HUI), PE3UCTCHTHOCTh K T'OHAJOIUOCPHHY (aMeHopes),

B Hacrosiiee BpeMsi BBIIENSIOT 4 MaToreHeThde-  pe3ucTeHTHocTh K A/l (HapylmieHne  KOHIEHT-
ckue opmbl maronoruu: Tansl 1A, 1B, 1C, 2. B nurepa-  panuoHHOH ¢yHKIMHK 1To4Yek). OpraHbl — MUILEHH Hapa-

Type ommcaHo okono 300 HaGmromeHuid, 3a0oneBaHHE  THPEOMAHOTO FOPMOHA HE JAIOT aJICKBAaTHOW peakiyy Ha

o



2015 BECTHHUK HOBI'OPOJCKOI'O I'OCYIAPCTBEHHOI'O YHHUBEPCUTETA Ne2(85)

€ro BO3JIEHCTBHE; PE3YIbTATOM CTAaHOBUTCS HapylIECHHE
KaJIbIMeBOro U (ochopHOro oOMeHa.

[TaTonmoroanaToMH4YecKUX HM3MEHEHUH, KOTOpbIE
ObUTH OBI CHICIU(UYHBIMU IS TaHHOTO 3a00JICBaHUS, HE
HaxoJT. [Ipy CHIDKEHHOM YpOBHE KaJbIIUS B CHIBOPOTKE
OTMEYaroT TUIIEPIUIa3HI0 MapalluTOBUIHBIX Kene3. VHo-
I7a BBUIBISIIOT KalbIM(HUKALUIO 0a3aJbHBIX TaHIJIMEB
[3].

KnuHnueckne 0CoOEHHOCTH CBS3aHBI B IEPBYIO
oyepelb C U3MEHEHHSIMH CKeleTa M HapylmieHHsMHU (oc-
(hopHO-KaIBIIUEBOr0 0OMEeHA. XapakTepHbI (peHOTUITHYC-
ckue mpusHaku (octeomuctpodus Osdpaiita): TyHOOO-
pa3Hoe JIMI0, KOPOTKasl 1Iesl, HU3KOPOCIIOCTh, OXKUPEHNE,
OpaxumeradanaHru3M, reTepOTONHbBIE MOAKOXKHBIE Kallb-
LMHATBl ¥ 9K30CcTO3bl [1,2]. BenenctBue rumokaniblive-
MU OOBIYHO pa3BUBAIOTCS KaTapakTa W Ae(eKT dMallu
3y0oB. Hepenko HaOmronaercst OMHOBpEMEHHOE BOBJIEUE-
HHE JPYIUX YHIOKPHHHBIX XKeJe3: HUTOBUIHON >KENe3bl
(runodyHKIMS), TOHAJ, MOPKENyno4Hoi xene3bl. Co
CTOpOHBI HEPBHOW CHUCTEMBI 4YacTO HAOJIONAIOTCS MOJ-
KOPKOBBIE HapyLICHUs: XOpen(OpPMHBIE THIIEPKUHE3HI,
aTeTo3, JIMIEBOH reMucnasM, MapkKuHCOHU3M u ap. VHo-
IJla MO3)KEUKOBBIE SIBIICHHS: aTaKCHUs, HapyLIIEHHUE KOOp-
muHaimu. Ho Haunbonee XapakTepHbI TETAHUYECKHE CY-
JIOPOTH, OMKCBIBAIOT U MHOMATHYECKUE SIBJICHHS. YMCT-
BEHHAsl OTCTAJIOCTh OTMEYAETCsl Y MHOTHUX OOJBHBIX (B
20% ciydaeB), damie ymepeHHas. VHTeIeKTyaabHBIN
nedext He mporpeccupyer. Ilcuxuueckue Mmporeccs 3a-
MeJUIeHbI, OTMEYaeTCs MOTOpHAsi HEJIOBKOCTh. BOJIBHBIM
CBOMCTBEHHA OOJbIIAsT YTOMIIIEMOCTb, OHU UCIIBITHIBAIOT
c11abocTh, TOIOBHYIO 00Ih [2].

[Tpu GMOXMMHUYECKOM UCCIIEIOBAaHUHU BBISBIISIOTCS
THIIOKaJIbLMeMust,  runepdochaTeMus,  yBeIHUYCHUE
ypoBHs IITT, runodocdarypus, cumkenue ypous Gs-
Oenka. [Ipu pEeHTIEHONOrHYECKOM HCCIIEIOBAHUN KOCT-
HOM CHCTEMBI OOHApYKUBAIOTCSI YKOPOUEHHE MeTakap-
MAJIBHBIX U MeTaTap3aJibHbIX KOCTEH, IeHepain30BaHHas
JIeMUHepau3aliys, YTONIeHue KOCTel cBojia yepena [2].
Yactel nonkoxkHble Kanbiupukarel. Ha 331 BeIsBIsAIOT
JIe30praHU3alMi0  KOPKOBOH PUTMHKH, CIIOHTaHHbBIE
BCIBIIIIKY MEUICHHBIX BOJIH, HHOT'/Ia CBOWCTBEHHBIE SITH-
JIETICMM U3MeHeHHs. [Ipy MeInKO-TeHEeTUYEeCKOM KOH-
CYNBTUPOBAHHUU CIIENYEeT MCXOAUTH W3 THUIOTE3bI JIOMH-
HaHTHOrO HacnenoBaHusi. HeoOxomumo oOcnenoBaHue
poauTenel, Tak KaK CHHAPOM MOXKET IPOSBISTHCS MH-
HUMAaJbHOW CUMITOMATUKOM [3].

[Ipu jeyeHNn MPUMEHSIOT OONBIIME O3Bl BUTA-
MuHa D, IOCKONBKY JIeiCTBUE 3TOr0 BUTAaMHHA Ha (oc-
(hOopHO-KaBIIUEBBIIl 0OMEH aHAJIOTMYHO JIEHCTBHIO Ta-
partupeounHoro ropmona. HauanpHast mo3a mpu BbIpa-
JKeHHOH rumokanbiiemun 10 50000-100000 EJl/cyT ¢
MIOCTENICHHBIM TOHIKeHHeM. [Ipu nedennn HeoOX0aUMO
MOOUTBCA YPOBHA KalbIlUsd B CHIBOPOTKe 2,1-2,3
MMmonb/n.  TlognepxuBaroniyie 10361  BUTamMuHa D
(12000-24000 EJl/cyT) naroT IOCTOSIHHO C 00s3aTelb-
HBIM OMOXMMHUYECKHM KOHTpoJeM. MHorma IOmoyHu-
TENbHO Ha3HAYaIOT IpernapaTthl Kajblusi. Ha mHTennex-
TyaJbHOE HEJOPa3BUTHE JICUECHHE 3aMETHOrO ACHCTBUS
HE OKa3bIBaeT, HO UCUE3AI0T TETaHUs, JIAPUHTOCIA3M H
CyIOpOKHBIN cuHapoM. MHorma Bce ke HeoOXoauma
JIOTIONIHUTENbHAsL Hecnenupuieckas MpPOTUBOCYIOPOK-
Has Tepanus [3].

m

[TpuBoauM Hale HaOIIOACHHE.

Ioapoctox A., 17 net 11 Mec., HaxoauICcA Ha Je-
YEHUH B 5-M JETCKOM OTIENICHWH OOJIACTHOW NETCKOM
KIuHIYeCKoi O0ombHuUIb ¢ 14.03.14 1. mo 25.03.14 1. Ilo-
CTYNWI B IUTAHOBOM TOPSIKE JJIsl 00CIEeOBAaHUS TIepes
niepeayueii BO B3pOCIyIO ONUKINHHKY.

Knunnueckuit nuarnos: IlceBporumomnapatupe-
03 (c-m OumnbpaiiTa), koMmeHcanus. ['UIOTHPEO3, KOM-
neHcanus. Pe3uayanbHO-opraHuyYeckast sHIedanona-
TUsA. S-00pa3HbBIil CKOJIINO3 TPYAOMOSICHUYHOTO OT/ela
MM03BOHOYHHKKA. [10IK0KHBIE OCCU(UKATHI.

AnHamMHe3 jku3HU: peOeHOk or I OepeMeHHOCTH,
npoTeKkaBlleii Ha (OHE TecTo3a, Yrpo3bl INPEepHIBAHUS.
Pomer ¢ mpesknammcueii (Al 200/120 MM pT. CT. ¥ BBI-
ure), poxuiicsi ¢ BecoM 2850 T, poctom 47 cM.

B 3 mec. BoicTaBneH nuarnos: I1011, cunnpom ru-
NepBO30YANMOCTH, 3a/iepKKa NCUXO-MOTOPHOTO pPa3BH-
THSL.

Amnamues 3a0oneBanus: B 3 rona Ha ¢poue OPBU
BIIEpBBIC TMOSBUIICSI CYJOPOXKHBIH CHHAPOM, IIepeHec
JIBYCTOPOHHIOIO OYaroBYI0 THEBMOHHIO, BBISIBIICHA 3a-
Jiep)KKa Temria ncuxoMmotopHoro passutusi (3TIIMP).
Jleunsicst cranioHapHO B 00JIaCTHOM JIETCKOM OOJBHUIIE C
JINaTHO30M (QIHUCHHIAPOM», «crazModunusy, «paxut 11
MOAOCTPOE  TEUEHHE», BBISIBIEH HHU3KHA  ypPOBEHb
Ca''kpoBw, oTpunaTenbHas npoba CymkoBuya. 3amono3-
peHa MaToNOrusl IIMTOBUIHOM JKele3bl. Brinucan no Ha-
CTOSIHUIO MaTepu C PEKOMEHIAIMIMU Tpuema: (pernoodap-
Ourana, coHamakca, IlaHTorama, ButammHa D, 1,5 TeIc.
EJl B cyrku, kanpiusa riokoHata 1,5 r B cyTku. Peko-
MEHJIOBaHa KOHCYJbTALUs Y 9HJOKPHHOJIOTA.

Hanee, ¢ 3 no 13 ner naOmronancs y HeBpoJOra ¢
JIMarHO30M TEHEPaJM30BAaHHBIA AIUCHHAPOM, MOIydas
MIPOTUBOCYAOPOXKHBIE, HOOTPOITHBIE Ipenaparthl, HeWpo-
JIEITHKY, OJHAKO TPHUCTYIBI TOHWYECKUX CYAOpPOr He
npeKpamaiucb. B 5 5er mpomen MeauKo-TICHXO0JI0ro-
MeIaror4eCKyr0 KOHCYIbTAIHIO, BBISIBIIEHA BEIpa)KEHHAS
3aJiepiKKa MICUXUYECKOr0 Pa3BHUTH, HaYaThl OOydeHUE U
BOCIIUTAaHHE I10 KOPPEKIIMOHHOW IporpaMmMe JAETCKOTO
caja, 3aHATUSA ¢ JoromnenoM. B 6 jer BnepBble MPOXOAUT
oOcnenoBaHre B OOJAaCTHOM JETCKOW KIMHUYECKOM
OonpHUIIC B OTAcieHWH HeBponorud. Jlmaruos: Cymo-
poxHBIH cuHApoM ((pedpHibHBIE cynoporu). 3aiepiKka
TEMIIa TICUXHYECKOTO Pa3BHUTHs. BBISBIEH CHHAPOM Y-
nuHeHHoro uHTepBasa Q-T. BrnepBwle o0o3HaueH ypo-
Benb Ca' 'kpou — 0,75 mmons/n1. TlocTaBnen Ha yuer y
TICHXHAaTpa KaK WHBAJIUJ JIETCTBA C AUArHO30M: OJHTOQ-
pEeHUsI, OpraHWYecKoe IOpPaKeHHWEe TOJNIOBHOTO MO3Ta,
SIHUCHHAPOM.

B 12 ner na MPT — kapTuHa ymepeHHO BBIpa-
YKEHHOH KOpTHKaJIbHOU 1IepeOpalibHOM aTpodu.

BniepBeie 00ciieioBaH B 9HIOKPHHOJIOTHYECKOM
OT/IEJICHUH OOJIACTHOM JAETCKON KIMHUYECKON OONBHHIIBI
B 13 ner, BbIcTaBieH auarHo3: llceBmorumomnapaTupeos
(cungpom OnOpaiita), aexkomneHcanusi. [ HIoTHUpeos,
nexomneHcanust. OCIOKHEHHs: TeHepaIn30BaHHbIA AU~
CHHJIPOM Ha pe3uyanbHo-oprannieckoM Qone. Kapuec.
[Mapononro3. CumnroMm ymmuHeHHoro Q-T. CocrosHue
NpU TIOCTYIUIEHUH TsDKenoe. boiau B KocTsx, 3yOHas
00JIb, BSUIBIH, 3aTOPMOXKEH. PE3KO MOIOKUTEIBHBINA CUM-
nToM XBOCTEKa C IBYX CTOPOH, pyKa «akyuiepa». Ouzu-
yeckoe pasButue — 2SD, TucnpomnopiuoHaNIeH, KOpoT-
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Kasl mes. YKopoueHbl (ananru 4-5 manpleB pyK U CTOI.
[MutoBunnas xkenesa — 0 cr. bpaguapurmusa, YCC 60-
78 ya. B MHH, TOHBI cepana ociadiacHHbIe. [leueHs HIKE
pebepHoit myru Ha 2,5 cM. [TomoBoe pa3BUTHE COOTBETCT-
BYET BO3pAcCTy.

IIpu obOcnenoBaHnM B OMOXUMHYECKOM aHAJM3e
kposu B auHamuke: Ca' 0,6-0,73-0,88 mmons/n (N 0,8-
1,2 mmonw/i), ¢ocdop 3,3-2,4 mmons/n (N 1,2-2,0
MMOJIB/7T), meno4yHas ¢pocdarasa 2546,0 amomnn/gac (N 10
1660,0 umonsw/m). Topmonsr: IITT 32,0-250,09 nr/mn
(N 10-65 nr/mm), TTT 38,65 mMe/n (N 0,15-4,05
MMe/n), T4 48,5 umons/n (N 58-154 umons/in), TTPJT 5,20
ur/mia (N 20-25 vr/min). Yposens koptuszoia, @CT, JII' B
npenenax HopMbel. Ha OKI' 6pagmaputmus, YCC 62-85
ya. B Munyty, D0C B paBHOBecuu. Hapymenue npouec-
coB penomsipuzanuy. CHIDKeHHME aMIuuTynasl 3yoma T.
Yamunen Q-T 0,42 cex (N 0,38 cex). Ha Y3U opranos
OpIOIITHOM TMOJIOCTH M MOYEK: MeYeHb — CTPYKTypa Of-
HOpOJHAsA, yBeJIHWYeHa 3a cyeT mpaBod jgoiu — 15 cm
(N mo 12,5 cm). Ha Y3 nmmroBuIHOM jKene3bl: 00beM —
54 ma (N 12 mu). Crpykrypa omHopoaHasi. bokoBas
KpaHHOTpaMMa: COOTHOIIEHHE JIMIIEBOTO 4yeperna K MO3-
roBomy 1:2 (N 1:2,5), xocTu cBoAa IIMpOKHE, JOOHAS
KOCTh YKOpPOYEHa C y4acTKaMu Turepocrosa. Typenkoe
cemno 24 mm® (N 9-15 mm?). OcHOBHas Ta3yxa BO3IyII-
Ha. PeHTreHorpaMma KHUCTEH: KOCTHBINA BO3PACT COOTBET-
CTBYET NMAcCHOpPTHOMY. SIBIIEHHS OCTEONopo3a. 3aKiode-
HHE: XOHIPOIUCIUIACTHYECKNE U3MEHEHUsI Yepera U Kuc-
Teit, octeonopo3. KoHcynbTanus okyaucTa — HaToJI0ruu
He BBIsIBIIEHO. KOHCYbTalusi HEBpoJIora — IreHepaTn3o-
BaHHBIH SIHCUHIPOM Ha pPE3UAYaJbHO-OPraHHIECKOM
¢one. KoHcynpranusi cromaronaora — Kapuec, napojoH-
TO3.

Tepamusi: TpH T'MIIOKAJIBIMEMUYECKOM KpH3eE:
BHYTPUBEHHO CTPYHHO W KalleIbHO IpenapaT KabLus
rimokoHatr 10% 100,0 mur/cyt, atanbda 0,25 mir (8-12
karicyin), L-tupokcun 100 MKr/cyT.

Beimmican B y/IOBIIETBOPUTEIBHOM COCTOSIHUH C
pexoMeHmanusaMu: dtanbda 0,25 3 kancynsl 4 paza B cy-
TKHU 07 KOHTPOJIEM YPOBHS KaJiblusi KpoBH (1 pa3 B He-
nemto); kKampimi 1,0 T B CYyTKM — JUIMTENBHO, L-
TupokcuH 100 Mkr 1 Tab. yTpoM HaToOMmIaK IMOJ KOHTPO-
JieM mynbca, Bajmbnapud XP 2 kamcynel 2 pas3a B CyTKU
nmutensHo. Kontpons TTI, Ty, ITTT yepes 2 mec.

Ha atoii Tepanuu OONBHONW HAXOMUTCS B KOMIICH-
callyy 110 HacTosIIee BpeMs. B CBsI3H ¢ TeM, YTO MPUCTY-
Bl cyaopor ¢ 13 jer Gosnbllie He MOBTOPSUIMCH, AHTHKOH-
BYJIbCHUBHAS TEPAIUsl OTMEHEHA Yepe3 Tofl.

ITpu obcnenoBanuu B 17 et 11 mec.: cocrosiHue
yIOBJIETBOPHUTEIbHOE, CaMOYyBCTBUE He crpaznaer. OO-
pamaer Ha ceOsi BHUMaHUE THIIEPCTEHHYECKOE TEN0Co-
KEHHe, HHU3KOPOCIOCTh, TUCIUIACTUYHOCTD (KOPOTKast
miesi, Kpyrjioe JIMIO, YKOPOYEHHE METaKapIalbHBIX |
MeTaTap3aibHbIX KocTei [V-V manblieB kuctedd U cror,
T.e. OpaxumeradananrusM; aedopMalys VIIHBIX PaKo-
BHH, «TOTHYECKOEe» HEDO, BOPOHKOOOpa3Hast 1edopMartus
TPYAMHBI, TJIa3HOW runeprenopusM). [ToaKoKHbIE Kalb-
uudukaTel (Ha HWKHEHW TperH yieBoro Oeapa 4x2 cM u
pyOel Ha npaBo# CTOIE IOCie yAajJeHus] BTOPOro, KOTo-
phIii Memain mpu xons0e). Horru Beex mainblieB KOpoTKue
U yToimieHsl. PhpKuil 1IBeT BOJIOC, HU3KUI POCT BOJIOC Ha
1iee, rycTble OpOBHM M pECHHIIbI. BblpakeHHasr BEeHO3Has

e

ceTh B 00JIACTH BEPXHEH TPETH TPYAHOW KJIETKU MO Iie-
penHell MOBEPXHOCTH M B 00JAaCTH BEPXHUX KOHEYHO-
cteil. MHOTO MENKUX POAUMBIX IISITEH.

OBoJIOCEHHE 110 MYXCKOMY THITY, BTOPHYHBIE I10-
JIOBBIE TIPH3HAKU COOTBETCTBYIOT Bo3pacty. Ha koke
BEpXHEH TpeTH CIMHBI MHOXECTBEHHBIE acnae vulgaris,
cumitom PpaHka NONOKUTENEH. BhIpaKeHHbIH CHHIPOM
Peiino. IloakoxxHast KieT4aTka yMEpeHHO W30BITOYHAS B
obnactu TynoBuia. JluMpaTudeckue y3nbl — HOAYEIIO-
CTHBIC elMHUYHbIe. Bripaxkena myckyiauauzamms. OOpa-
IaeT Ha ce0s BHUMaHHWE MHOXECTBEHHBIN Kapuec M T'H-
ToIUTa3usl AMajiu 3yOOB, SBICHUsI MaponoHTo3a. OKpyX-
HOCTh TOJIOBBI yBenmdeHa (60 cM), MakporedaibHas.
[epkyTopHBIli TOH JEOYHBIN, IbIXaHHE BE3UKYISIPHOE
Ha MPOTSHKEHHH BCEH MOBEPXHOCTH TPYIHOH KIETKH,
YJI/I 18 B MuH. BepxyIieunslif TOMYOK He MaIbIUPYETCSI.
I'panunel cepaua coorBeTcTBYIOT Bo3pacty. UHCC 72 y.
B MuH, AJl 110/80 mMm pt. cr. J)KuBot Mmsrkuii 6e300me3-
HeHHBIH. [leyeHp He yBenudeHa. SI3BIK yMEpeHHO 00I10-
JKEH OENbIM HaJIETOM, yMEpEeHHO yroiieH. HEOHbIe MUH-
JTAJTUHBI 33 Ty)KKaMH, YUCTBIE.

ITpu Gecene ¢ Mamoli U peOEHKOM BBISICHEHO, YTO
B TeueHue 10 JeT y4uscs Ha JOMY MO KOPPEKIIMOHHOM
nporpaMMe (TIONYy4nII CrIpaBKy 00 yuebe); ¢ 6 JeT sBis-
€TCs MHBAJHJIOM JIETCTBA. B HacTosiiiee Bpemsi oTMeua-
IOTCSl YMCTBEHHAs OTCTAJIOCTh, MOTOpPHAsi HEJIOBKOCTH,
TICUXUYECKUE IPOIecchl 3aMeieHbl. B ObiTy cebs 00-
cinykuBaeT. [Ipeqnmouynraer ynpakHEHUS Ha TypHUKE,
UTPHI 32 KOMITBIOTEPOM, YBJIEKaeTcsi JOTOCHEMKOM.

Pesynbrarel 00cienoBanuii: 00Ul aHAIN3 KpO-
BU, MOYH — 0€3 MaToJoruu. bHOXUMHYECKHid aHanu3
kpos (18.03.14 .): Ca"™ 1,002 mmons/n1, runepdocda-
temust (pochop — 3,99 mmons/n), LD, ypoBeHs rito-
KO3BbI, Kalus, HATpus, XJopa, oOmiero OwiMpyOuHa,
TpUrIuIepuaoB, xonecrepuna, JIITHII, JITIBII, kpeatu-
HUHA, MOYECBHHBI B Ipeenax HopMbl. CaxapHasi KpuBasi:
caxap Haromak — 3,3 MMOJB/II; TOCIIE HArpy3KH —
75,0 mmons/m; depes 60 mun — 11,3 MMonb/it; depes
120 Mmua — 4,0 MMOITB/JI, T.€. HApYIICHUE TOJICPAHTHO-
CTH K TJIIOKO3€.

Pagnon3oronHeie HCCIENOBaHHS: TECTOCTEPOH
— 20,0 ar/min (3,0-12,0 ar/mn), I'CIIC (rnoOynuH CBs-
3BIBAIONIUI MOJIOBBIE cTepoubl) — 69,0 umMons/a (20-
70 HMOJIB/JT), T.€. COOTBETCTBYET BEpXHEH TpaHHIlC HOP-
MBI,

VY3U OpronrHoii monocTy u noyek — 0e3 3XOreH-
Hoii maronmorun. DKI' — cuHycoBas OpaauapuTMUSL.
UCC 66-60 ya. B MUH, C-M paHHEH penoyspu3aliu xe-
nynoukoB. UutepBan Q-T 0,38 cex. Ha 93" — B co-
CTOSTHUM CIIOKOMHOTO OOJPCTBOBaHHS PErHCTPUPYETCS
HU3KOAMILTUTYIHBIN anbda-putM ¢ yacrtoroi go 10 I'm.
30HanbHBIE pa3nuyusl criaxxeHsl. Peaknus Ha ¢orocTu-
MYJISIMIO COXpaHEHa B BHJE IepecTpoiiku putMma. [Ipu
THIIEPBEHTWISALUN — JI€30praHu3anusi (OHOBOH pHUT-
MHUKHU C JUIHTENBHBIM BOCCTaHOBIeHHEeM. O4aroB marto-
JIOTMYECKONW aKTUBHOCTH HE 3aperHCTPHPOBAHO, IUd-
(y3HbIE N3MEHEHHSI ONOITEKTPUIECKOH aKTUBHOCTH.

JHencuromerpus ot 21.03.14 r.: moka3zatenu mioT-
HOCTH KOCTHO} TKaHM MO3BOHOYHHMKa Gosee 120 mr/cm’ s
YTO COOTBETCTBYET HOPME.

KoHcynbranus HeBpojora: pe3uayalibHasi opra-
HU4Yeckas SHuedanonatus. Pexomennoano: MPT ro-
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JIOBHOTO MO3ra; HaONIOJIEHHE IICHXHATpa; KOPTEKCHUH
B/M 20 Mr B cyTku uepe3 | neHb; akToBeruH B/M 2,0 Mr
yrpoM, 2,0 mr naem NelO; mantoram 0,5x2 pasa yrpom
u BeuepoM — 1 mec. KoncynpTanus odranbemonora: 6e3
natonoruu. Koucyneramus JIOP-Bpaua: uckpuBieHHE
HOCOBOH Ieperopoaku 06e3 HapylIeHUs] HOCOBOTO JIbIXa-
Hus. Koncynpranusa reHeruxka. CeMmeMHBIN aHaMHe3:
OTeIl — B CEMbE OJIUH, MO3IHUI peOEHOK, pocT 163-165
cM (Co CIIOB), 370pOB, OKOHYMJI YHHUBEpPCUTET. MaTh —
pocT 152 cm, okoHYMJIa § KJIacCOB, 3aT€M YYWIIMIIE —
MOBap-KOHAUTEP, HO MOCIEIHIE TO/IbI HE padoTaeT, Tak
KaK OCYIIECTBJISIET yXOJ 32 CHIHOM. Y MaTepu: HHU3KO-
pociocTh, OpaxuaakTunus (ykopouenue IV-V merakap-
naigbHeiX M II-V IUIIOCTHEBBIX KOCTEH), MOAKOKHBIN
ouar o0e3bICTBIICHUS Ha Oempe 6x4 cm. C ee cioB, Iu-
arHo3 ICEBJOrUIIONapaTupeo3a el HUKOTAa He BBICTaB-
JISUICSL.

VY pebeHka: HU3KOPOCIOCTE — 155 cM, KOpOTKas
mies, kpyrioe nuno, Opaxunmakrunust (IV-V wmerakap-
MAJBHBIX M METaTap3ajlbHbIX KOCTEHl), y4acTOK 00e3bl-
CTBJICHUSI B HAPY)KHEH TPETH JIEBOTO Oe/pa, TUIoIUIa3us
SMas 3yO0OB, YMCTBEHHAsi OTCTaJIOCTh. B Onoxummye-
ckoM aHanmse kpou: Ca'" — 1,002 mMmons/n, rumep-
dbocharemus — 3,99 mmons/a; mo DKI' CKIOHHOCTH K
OpanuapuTMHH, CUMIITOM DaHHEH penoNspu3aluu HKe-
JTyA04YKOB. ['OpMOHaNbHBIN TPOQHIL NPUBEACH BHIIIE.
3aKI0YeHne: ¢ y41eTOM aHaMHECTUYECKHX, OMOXUMHYe-
CKUX TOKa3aHHWI BBHICTABJIEH JWArHO3 IICEBJOTHIIONApa-
THpeo3, BepoaTHo | Tuma. HacnemoBanue ayrocomHo-
JIOMUHAHTHOE, TaK KakK (PEHOTHIIMYECKHE MNPOSIBICHUS
3a00JIeBaHuUs €CTh U Y MAaTEPH.

bonpHOM B KIMHMKE monydai: L-TUpoKCcHH per os
mo 125 mxr B nmH. ¥ 4T., 100 MKr — oOCTaJIbHBIC JIHH,
stanbda 0,25 MKr per oS eXeJHEBHO: 3 Karcyibl yTpoM,
2 KaricyJbl Ha HOYb, KaJbIIeMHH | Tal. Beuepom.

IMoapoctoxk B 18 neT KOMUCCHOHHO OyJIeT nepenaH
BO B3pOCIYIO C€Th, O]l HAOJIONEHHUE SHIOKPHHOJIOra M
TepaneBTa MOJUKIMHUKY 1. KpecTipl.

3aKimoueHne: MepBble KIMHUYECKHE CHMIITOMBI
3a00JIeBaHMs TIPOCIIEKUBAIOTCS C 3-X JIET, KOT/a MOsIBU-
JIUCh TIPUCTYIBI TOHUYECKUX CYIOPOT U IMOTEPU CO3HAHUS
Ha ¢oue OPBU (5-6 pa3 B rox), B COUCTAaHUU C HU3KUM
yposaem Ca 'kpoBu. B mocriemyromem K 5 romam yxe
JINarHOCTUPYETCS BBIPA)KEHHAs 3aJI€PXKKa IICUXUYECKOTO
pas3BuTHs, MOTpeOoBaBIIass O0Y4YEHHS W BOCHHTAHUS IO
KOPPEKIIMOHHOW NporpaMMe AETCKOTO cajia M 3aHSATHH C
soroneaoM. C 6 ner omuceiBatoTcst ykopodenus V-V

us

nasibIeB KMCTel U CTOM, peskoe cHukenne Ca' KpoBH —
0,75 mmons/n. C 12 sier nHa MPT: ymepeHHO BhIpayKeHHast
KOpTHKaJbHas 1iepeopanbHas atpodus. C 3 1o 13 ner Ha
ydeTe y HEeBpOIora ¢ JHAarHO30M TeHepaln30BaHHBII
STMUCHHIPOM, MOTYYaeT MPOTUBOCYIOPOKHYIO TEpAIuio,
OJIHAKO TPHCTYMBI TOHHYECKHX CYJOpOr HE TpeKparia-
JIACh.

Bnepseie B 13 ner obciienoBan B 00nMacTHOW JieT-
CKOHM KJIMHUYECKOH OONbHUIIE Y DHIOKPHUHOIOrA; BbISB-
JIEHBI pe3koe moBwiieHue: ¢ochop kpou — 3,3
MMois/1 (N 1,2-2,0 mmons/n); Id — 2546,0 uMonb/1
(N mo 1660,0 amons/m); ITTT 322,0-250,09 or/mut (N 10-
65 mr/m); TTT' — 38,65 mMe/n (N 0,15-4,05 mMe/n) u
camkenne Ca' 'kposu 0,6 Mmons/n (N 0,8-1,2 MMomb/m)
u T4 48,5 amons/n1 (N 58-154 umonb/m).

PeGeHOK KOMITEHCHPOBAH Ha MpernapaTax BUTAMH-
Ha D, kanbIims u L-THPOKCHHA ¢ PEryIsSpHBIM KOHTPOJIEM
y DHAOKPHHOJIOTA, YTO TOKYMEHTHPYETCS HOpMaTH3aliy-
eit Ca’’, P, menounoit docdarassr, IITC, TTT u Ty, a
TaKKe HOPMaNu3alueld KOCTHON MIOTHOCTH TPH JECHCH-

TOMETpUHU.
Takum 00pa3oM, HpeNCTaBIICH CEMEUHBIN CiTydai
cuHapoma OnbOpaiita ¢ NpU3HAKAaMH  ayTOCOMHO-

JOMHHAHTHOI'O THIIA HACJICAOBAaHHUA W aHTHIUIIALIUU B
HUCXOOAIIEM Py ITOKOJICHUA.
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