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Pedepar

BriepBbie cuHIpoM YuibsamMca omucaH B 1961 1. J.C.P. Williams ¢ coaBt. [TonynsnmonHas yacrora cocrasiser 1:7500-
10 000 HOBOPOXK TEHHBIX, COOTHOIIEHNE MAJIBYMKOB U NeBoueK mpubnusutenbHo 1:1. [Ipupona aroro 3aboneBaHus TeHeTH-
yeckasi — yTpaTa 4acTu MaTepraia (MUKpoIenenus) INIMHHOro Tieda XpoMocoMbl 7. [Ipy MUK pomenenuu mporucXoquT
yrpaTa reHoB anactuHa, LIM-kuHasel-1 u ¢dakTopa peruukanuu C2 (RFC), HekoTopbie U3 «MOTEpSIHHBIX» TEHOB 10 CUX
mop He UAeHTUGUIIMPOBaHbI. [Ipn Oonee penkoil ¢opMe CMHIApOMa OOHApPYKMBAIOT Helellur B XpoMocoMax 11 m 12 —
11q13-q14 u 22q.

IIpuBeneHo cobcTBeHHOE KIMHMYECKoe HabmoneHne. Pe68HOK pommicsi or BTOpoil GepeMeHHOCTH (TepBasi 3aKOH-
yusiach BBIKUIBIIIEM Ha cpoke 12 Hem), mpoTekaBlieil dusnonornyecku, ponbl mepBbie Ha cpoke 40 Hem, Macca Tena
pe6énka npu poxaeHnu 2600 T, mimHa Tena 49 cM. B 1 rom 8 Mec poct pe6érka cocramsit 80 cM, macca Tena 10 kr 800 T,
OKPY>KHOCTb TooBbl 50 cM, OKpy>KHOCTb rpynu 51 cMm. [IpucyTcTBOBaIM MHOXECTBEHHbIE CTUTMbI nu3aMbpuoreHesa. ['o-
JIoBa HEMpPaBUIbHON (POPMBI, OOIBIION POIHUYOK 3aKPbIT. BhIpakeHHBIN ArcMOpdu3M JULa: IIUPOKUii 100, HeoObIu-
HBIIl pa3pe3 IJ1a3 ¢ MPUIYXJIOCTbIO BOKPYT HUX, SMUKAHT, OMYILIeHHbIe BHU3 MONTHbIE 1EKHU, XapakTepHas dopma Hoca
C 3aKpYTrJI€HHBIM TYIBIM KOHLIOM M OTKPBITBIMM BIEpEN HO3IPSIMU, MaJeHbKMII 3a0CTPEHHBIN TTOXO0PONOK, OOMBIION
OTKPBITBI POT, MOMHbIE T'yObl, 0COOEHHO HUKHSIsI, TPOreHusI, 3yObl MeIKIe, HEPOBHbIE, MOpaXkKEHHbIe KapruecoM. I pyaHast
KJIeTKa y3Kasl, BOaBleHue TPyIMHBI 110 TUITY «IPYIU CallOKHUKay. MBIIIEYHBIN TOHYC YMepeHHO CHIKeH. [Icuxomorop-
HOe pa3BUTHE Ha ypoBHe 8-9 Mec. 3akjioueHne Kapauonora: Bpox IEHHBII MOPOK Cepjilia, TUITOMIA3Us Mepeleiika Jyru
aopThl. 3aKJIIOYeHNe TeHeTHKa: MHOXKECTBeHHbIe CTUTMBI TU33MOproreHesa, XxapakTepHblii deHorumn. Kapromormaeckuit
a”anus: 46,XY, KaproTtun 6e3 matonoruu. Xpomarorpadus aMUHOKUCIOT 6e3 maTororuu. J{narnos: cMiHIpoM Y uiibsmca.

JlnarHocTrKa cCMHIpoMa Y UiIbsiMca TIpeACTaBisieT ool M3BeCTHBIE TPYIHOCTH. ONMCaHHBI HAaMU KITMHUYECK i
clydail WLTIOCTPUPYeT BO3MOKHOCTU TUAarHOCTUKY CMHIPOMa, OCHOBAHHBIE B MTEPBYIO OUepeb Ha TIIATEIbHOM aHaIN3e
aHaMHe3a, KIMHUYECKOi KapTUHbBI M TaHHBIX 00beKTUBHOI'O 00CIIETOBAHMSI.

KiroueBblie ciioBa: CHIPOM Y WIbsiMca, KJIMHUYECKasi KapTUHA, TUAarHOCTHKA, TETH.

WILLIAMS SYNDROME (SYNDROME OF IDIOPATHIC HYPERCALCEMIA RA. Fayzullina', N.K. Shoshina’,
R.M. Galimova®, T.B. Moro?. 'Kazan State Medical University, Kazan, Russia, *Pediatric In-Patient Department of the City Clinical
Hospital Nel8, Kazan, Russia. Williams syndrome was first described in 1961 by J.C.P. Williams et al. The population
frequency is 1:7500-10 000 live births; the ratio of boys and girls is about 1:1. The nature of this genetic disease is the loss of
genetic material (microdeletion) of the long arm of chromosome 7. During microdeletion the loss of elastin, LIM-kinase-1
and replication factor C2 (RFC) genes occurs, some of the «lost» genes have not yet been identified. A more rare form of the
syndrome exhibits deletions on chromosomes 11 and 12 — 11q13-q14, and 22q. Presented was the authors’ clinical observation.
A child was born from the second pregnancy (the first one ended in miscarriage at 12 weeks of the term), which had a
physiological course, first childbirth was given at the term of 40 weeks, the newborns body weight at birth was 2600 g, body
length 49 cm. At 1 year 8 months the baby’s height was 80 cm, body weight was 10 kg 800 g, head circumference — 50 cm,
chest circumference — 51 cm. Multiple stigmas of dysembryogenesis were present. The head was irregularly shaped, the large
fontanelle was closed. A marked face dysmorphism: a broad forehead, the unusual shape of the eyes with swelling around
them, epicanthal fold, drooping full cheeks, the characteristic shape of the nose with a rounded blunt end and anteriorly
open nostrils, a small pointed chin, a large open mouth, full lips, especially the lower one, progeny, small teeth, jagged,
and affected by caries. The thorax was narrow, a depressed sternum in the form of a «cobbler’s chest». The muscle tone was
moderately reduced. The psychomotor development at the level of a 8-9 months old. Cardiologist’s conclusion: a congenital
heart defect, hypoplasia of the isthmus of the aortic arch. Conclusion of the geneticist: multiple stigmas of dysembryogenesis,
a characteristic phenotype. Karyological analysis 46,XY — without karyotype abnormalities. Chromatography of the amino
acids — without any pathology. Diagnosis: Williams syndrome. Diagnosis of Williams syndrome sometimes possesses
known difficulties. The described clinical case illustrates the possibilities of diagnosing the syndrome, based primarily on
a careful analysis of the medical history, of the clinical picture and physical examination. Keywords: Williams syndrome,
the clinical picture, diagnosis, children.

BrnepBbie cuHapoM YuiabsaMmca onucad B 1961 1.
J.C.P. Williams ¢ coasr. ITonynsgmnmoHHast yacTora
coctrasisier 1:7500-10 000 HOBOpPOXXIEHHBIX, COOT-
HOIIIEHNEe MaJbUMKOB U NE€BOYEK IMPUOIUZUTENBHO
1:1. Ilpupona sroro 3aboneBaHMsI reHeTUUYecKash —
yTpaTa 4acTh MaTepuaia (MUKpOIETens) IJINH-
Horo mieda xpoMocoMbl 7 [3]. [Ipy Mukponmenenuu
TNPOMCXONUT yTpaTa reHoB anacTuHa, LIM-krHa3bI-1
u dakropa perukanuu C2 (RFC), HekoTopblie u3
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«IOTePSIHHBIX» TEeHOB O CUX IOp He WIOeHTUU-
uupoBanbl. [Ipu Oonee penkoit dopme cuHIpoma
00HaApY:KMBAIOT Jelelun B XpoMocomax 11 m 12 —
11q13-q14 u 22q [1].

Yare Bcero qaHHbBIM CMHIPOM BOZHMKAET CITO-
pagrYecKu, TTO3TOMY PUCK TTOBTOPHOTO POXKICHUSI
pebéHKa ¢ TaKUM Ke 3a00eBaHeM B CeMbsIX, yXKe
MMEIOIINX OTHOro pebEHKa ¢ CUHIPOMOM Y WIIbSIM-
ca, B TIONABIISONIEM OONBITMHCTBE CIyJaeB OIeHU-
BalOT KaK HU3KUI. BBICOK pUCK poXIeHUs peOEH-
Ka C CUHIPOMOM Y HUJIbsIMCA Yy JIFONei, CTpaTatommnx
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m Kimnnyeckue Ha0/01eHUS

S5TUM CHHIPOMOM, a TaKXe y HocuTeneil cbamaH-
CUPOBAHHOM XPOMOCOMHOW TI€pECTPOKH, BOBJIE-
Karomieil MaTepral 9acTu xpoMmocoMmbl 7 (7ql1.23).
CUuTaoT, YTO CYILECTBYET HACIENCTBEHHas Ipel-
PacCIoNOKeHHOCTh K CHHIPOMY Y UThsIMCa, KOTOpast
TPOSIBJISIETCSI TIPU HEOIaronpusITHOM BO3IECTBUU
(dakTOpoB BHEIIHE cpenbl. HacimemcTBeHHBIN Xa-
pakTep MONTBEPKAaercs Take HaluuueM OfuHa-
KOBBIX CUMIITOMOB y OMHOSIAIIOBBIX OMM3HELoB [1].
Jetu ¢ cuHApPOMOM YWIIbsIMCa UMEIOT HU3KUI
POCT, HU3KYIO Maccy Tejla TIpU pOXAEeHUU (B cpel-
HeM 2700 r), xapakTepHblil nucMopdusM JuLa B
BUJIE «JUTIa bday, OTCTaBaHNE B TICUXOMOTOPHOM
pa3sBUTUM W BPOXKAEHHBI TIOPOK cepama (Jaiie
HaJKJaNaHHBIA CTEHO3 aOpThl WJIU CTEHO3 BETBEH
nérouHoit aprepun). CBoeobpa3Hoe CTpoeHHe Julla
MPOSIBJISIETCS. LIMPOKUM JIOOM, YIUJIOLIEHHOW Mepe-
Hocullell. Y OonbHBIX HEOOBIYHBIN pa3pe3 I1a3 C
MPUITYXJIOCTBIO BOKPYT HUX, XapaKTEePHbI MUKAHT,
ONyILEHHblE BHU3 IMOJHbIE IIEKHU, OOMBILIOKH pOT,
MOMHBIE TYObI, CcXomsimeecss Kocorjiasme, MaJleHb
KUl HOC C 3aKPYTIEHHBIM TYIbIM KOHIIOM W OT-
KPBITBIMU BIIEPEN HO3OPSIMU, MaJeHbKasi HUXKHSIS
YeJIOCTh, OTTOMbIpEHHbIE yIIM. Hu onnH u3 3Tnx
MPU3HAKOB HEb3s1 Ha3BaTh MOCTOSSHHBIM, HO UX CO-
YeTaHWe OMpenensieT TUMAYHBIA BHEITHUN OOIMK
601bHBIX. OOBIYHO IEeTH C CHHIPOMOM Y MJbsMca
WMEIOT peIKhe HEPaBHOMEPHO pacIIONOKeHHbBIE
3yOBI, KOTOpbIe CKJIOHHBI K Kapuecy. XapaKTepHBI
MpU3HaK — OCOOEHHOCTU TO0CA: OXPUILIIOCTh, I'Py-
06oBaTOCTh TeMOpa, cBoeoOpa3Hasl «CKpUIIyuecThb» [2].
Y Ttakux [gereil BBISIBISIFOT IaTONOTMYECKUe
M3MEeHEeHUsl OMOopHO-IBUTaTebHOro amnmnapara. O6-
pamaer Ha ce0s BHUMaHWE YyUIMHEHHAs LOes,
HU3Kasl Tajaus, y3Kas WIW BOajas TpymgHas KIET-
Ka, X-00pa3Hble HOTH, BCTPEUAIOTCSI TIOCKOCTOMNE
W KOCONamnocTb. BbIpa’keHHOE CHUXKEHUE TEeMIIOB
bU3MYEcKOoro pa3BUTHUsS NpU JaHHOM 3aboneBaHUU
OTMEYaloT paHo — B MepBbie 2-3 roga XXKM3HU, Y MHO-
TMX HU3KKME MacCO-POCTOBbIE MMOKA3aTeNU PErUCTPU-
PYIOT YK€ K MOMEHTY poxieHus. 1eduHUTUBHbII
JIMHENHBIN POCT B3POCIBIX C CUHIPOMOM Y WIIbSIM-
ca, KaK IpaBuiio, Hebonplioil — 155-160 cM.
HepBHoTIcMXnyeckoe pa3BUTHE TaKWX MOeTeil
CylIecTBeHHO 3anepxkuBaercs. CaMoCTOSITEIbHO
XONUTh OHM HauMHAIOT B cpenHeM B 2-3 roma. B
mepBble TOAbl XKU3HU NETU OTCTAIOT B CTAHOBJIEHUU
peun. OgHaKo B 5-6 JIeT peub pa3BUBAETCS, MaJlbl-
LA MHOTrO TOBOPST, HO YacTo Hesrmomnan. Crpanaer
CMBICJIOBAsI CTOPOHA peur. Y TMONPOCLINX OeTeill He-
pPEIKO MMArHOCTUPYIOT CHHIPOM HapylIeHUs BHU-
MaHWUSI C TUTIEPAKTUBHOCTHIO I MHTEIIEK TYaIbHBI I
nedUIINT pa3IuuHOi BeIpaxkeHHocTH. CpemHee
3HaueHne KoaddullMeHTa MHTELIeKTa COCTaBIIsIeT
58 6aI0B, YTO COOTBETCTBYET JErKOW CTEeHU Olu-
rodpeHun. OTMeualT Henopa3BuThe abcTpakTHOro
MBILLJIEHUSI, T€TU MCIBIThIBAIOT OONbIINE TPYIHOC-
TU TIpu oplameHnu cuéroM. Ko BpeMeHU TOCTyII-
JIEHUsI B IIKOMYy OCOOEHHOCTM WX IIOBEICHUS CTa-
HOBSITCSl OTYETIUBBIMU: CITOCOOHOCTh K OOYYEHUIO
CHUKEHa, JeTU He YUUTHIBAIOT CUTYyallNt0, HAUBHBI,
HeIoCcpenACTBeHHBI. JlesiTeIbHOCTh 4acTo Oecropsi-
JIIOYHAa, HeLeJleHalpaBleHHa, OHU HEKPUTUYHBI,
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IypallTUBbl, CKJIOHHBI K OJaromyIrHo-TpuITonHs-
TOMY HacTpoeHU0. MHTe/UIeKTyalbHOe OTCTaBaHue
HepeIKO COMPOBOK 1AETCSl HApyILIEeHUEM PaBHOBECH ST
¥ KOOpAWHAIUK NBUXKEHU. BO3MOXHBI c1abo BbI-
paskeHHBIE CUMIITOMBI IETCKOro I1epedpaabHOro ma-
panunya.

B miepBbie 2 roma XXM3HU OEeTH OClabaeHbl: IO
X0 ellsIT, y HUX 4acTo ObIBAIOT PBOTA, 3aIOPbI, CMe~
Hsttouecs nuapeeit. OHU MOCTOSTHHO MCIBITHIBAIOT
Kaxny. Hepenko 3Tv CUMIITOMBI COUETAIOTCSI ¢ Ha-
pylieHreM oOMeHa BelleCcTB: TTOBBbIIIEHUEM B KPOBU
comepXXaHWsT Kaaplus n xonectepuHa. K 3-my romy
JKU3HW COMAaTHUUYECKOe COCTOSTHUE NETel yiIydIlaeT-
csl, HO sipue TMpOSIBJISIETCSl OTCTaBaHUE B ICUXOMO-
TOPHOM pa3BUTHUU.

Hecmorpss Ha TO, 4YTO OeTU C CHUHIPOMOM
YunbsimMca OTCTalOT B pa3BUTHU, UX aleKBaTHOE MO-
BelleHre, OOLIMTENbHOCTb, CTPEMJIEHUE TMOAPaKaTh
B3pPOCIBIM M SMOLMOHAJIBHOCTh JAIOT HaIeXIy Ha
OaronpusTHOE Pa3BUTHE IICUXUKH.

IIpuBomuM cobcTBeHHOE HabmoneHne. bonbHoI
III., 1 rom 8 mec. [TocTymun ¢ xkamobaMu MaMbl Ha OT-
cTaBaHUe peOéHKa B GU3NIECKOM M HEPBHO-TICUXMU-
YyeckoM pa3BUTUU. M3 aHamHe3a: pebEHOK pomuics
OT BTOpOiIl GepeMEeHHOCTH, KOTopas mporekana du-
3uonornuecku. Ponpl mmepseie Ha cpoke 40 Hen. Peoé-
HOK 3aKpHWyaj cpasy, IPWIOXKEH K TPYIu B TEpBbIe
CyTKH, cocall Bsuto. Macca mipn poxxkaeHun 2600 r,
nnuHa Tena 49 cm. [lepBasi GepeMeHHOCTh y MaMBbl
3aKOHYMJIACh BBIKUIBIIIEM Ha cpoke 12 Hem. [lpu
o0cienoBaHUM ObLUTM BBISIBJIEHBl TOKCOIJIa3MO3 W
ypeariazMos, 06a ponuTess MPOLLTU Kype JeueHus.
Ileprion HOBOPOXKIEHHOCTU IpOTEeKaa 0e3 OocobeH-
Hocreil. Haxonuiacs Ha rpylHOM BCKapMJIMBaHWK
C pOXIEHWS MO MoMeHTa obcrmemoBaHus. [lepBbie
6 Mec pebEHOK MpMOABISIT B Macce XOpOIIo, 3aTeM
CTaJ OTCTaBaTh OT CBePCTHUKOB. B 1 rom pebéHOK
Becu 8400 T, poct 6611 71 cM. BepBble orcraBaHne
pebEHKa B ICUXOMOTOPHOM Pa3BUTUU MaMa 3aMeTH-
Ja B 6 mec. ['onoBy Hauan gepxkath ¢ 4 Mec, CUAETH C
noanepxkkoii B 1 rox, ¢ 1 rona 3 Mec — caMOCTOSITEN b
HO, 1mon3ath crai B 1 rom 6 Mec, 3yObl TTOSBUIINCH B
8 Mec. Ha MoMeHT obcienoBaHust pedbEHOK CTOUT, HO
He XOIUT, y3HAT MaTh, MHTEPECYETCsT UTPYLLIKAMU.

Ponurenu peb6énka Momombie: MaTepu 24 roma
(cTpamaeT XpPOHUYECKHM MHETOHeMPUTOM), OTILY
33 rona (3mopoB). HaciencTrBeHHOCTDb He OTSrolIeHa.
AJnepronoruyeckii aHaMmHe3 CIIOKOMHBIN.

B cBs13u ¢ orcTaBaHWEM B MCUXOMOTOPHOM pa3-
BUTUM peOEHOK HEOMHOKPATHO KOHCYIbTHPOBAH
HespororomM (B 9 u 11 mec, B 1 ron 3 mec, 1 rox 6 mec).
BoicTaBiieH MUarHo3 «ITOCTENCTBUS TTepUHATATBHON
MaTONOrMMA TOJIOBHOrO Mo3ra B ¢opMe MHUpaMU-
HOM HETOCTaTOYHOCTU B PyKaxX, HUKHEro CIacTHu-
YecKoro Tmapamapesa, 3aJepKKH TCUXOMOTOPHO-
ro passutus». [IpoBeneHo JjeyeHUe: aKTOBETWH,
11epeOpONU31H, BUHIIOLETUH (KaBUHTOH ), JiedeOHast
GUBKYIBTYpa, Maccaxk, meKTpodopes ¢ THaTypoHn-
nas3oit (mrma3oit). Pe6EHOK BhITIMCAH C yIydIIeHUeM
U peKoMeHmallhell TTOBTOPHOrO Kypca JIeYeHUsT de-
pe3 3 Mmec.

B 1 rom 3 Mec pe6EHOK IOCTyIaeT B IMCUXOHEB-
poJTOruYecKoe OTaeIeH e ISl TOBTOPHOIO JIeUeH s,
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IIpu obcnenoBaHUM 3aIONO3PEH T'€HETUUYECKH 00yc-
JIOBJIEHHBINT CHHIIPOM, PEKOMEHIIOBaHbI KOHCYJIbTa-
LMY SHIOKPUHOIOra U TeHeTuKa.

ITpy MOBTOPHOM TUIAHOBOM ITOCTYIUIEHUU B OT-
nmenenue B 1 rom 8 Mec poct pebénka 80 cMm, Macca
tena 10 xr 800 1, OKpY>KHOCTb TOOBBI 50 CM, OKPYXK-
HocTh Tpynn 51 cMm. Ob6pariaer Ha cebs BHUMaHMe
BHEIIHUM BUI OOIBHOrO: MHOXECTBEHHbBIE CTUTMbI
nu3MOproreHesa, rojoBa HeMpaBUIbHOW (OPMBI,
OONBIION POTHUYOK 3aKPBIT, BbIPAXKEHHBIN AMCMOp-
Gdu3M mma — MUpoKHWit 106, HEOOBIIHBIN pa3pe3
rja3 ¢ MPUITYXJIOCTBIO BOKPYr HUX, SMUKAHT, OIY-
LIIeHHbIe BHU3 MOMHBIE 1IEKU, XapakTepHas dopMma
HOCa C 3aKPYrIEHHBIM TYMBIM KOHIIOM U OTKPBIThI-
MU BHOEPEN HO3APSIMU, MAJIEHBKUIN 3a0CTPEHHBIN
onboponoK, OOTbIIOK OTKPBITBIM POT, TOTHbIE
ryObl, 0COOEHHO HUKHSISI, IIPOreHus1, 3yObl MeIKue,
HEpOBHbIE, MOpaXkEHHbIe KapuecoM. ['pynHas Kier-
Ka y3Kasi, BIapleHue I'PyIUHBI 10 TUIY «IPYAM ca-
MOXXHUKa»., MBIIIEYHBII TOHYC YMEPEHHO CHUXKEH.

[IcuxoMoropHOe pa3BuTHE Ha ypoBHe 8-9 Mec:
HE XOIUT, CAMOCTOSITEIbHO HE CAIUTCS, TbITAeTCs
Moa3aTh, UTPYyLIKAMU MHTEPECYETCsSl Maslo, MOXeT
MOBTOPUTH JIBA-TPX OMHOCIOXKHBIX CJIOBA, TOIOC
XpUTUIBINA. ManbuuK noOpoXKenaTenbHblid, yabloun-
BBIA.

KoxHbIe TTOKPOBBI 1 BUIUMBIE CITU3UCTBIE 000-
JI0YKM 0e3 M3MeHEeHU I, MOIKOXKHbBII K POBOIM CT0M
U TYprop TKaHell yMepeHHO CHUKeHBI. B jérkux
n3MeHeHuit Her. ['paHUIIbI cepala COOTBETCTBYIOT
BO3pACTY, BbICIYLIMBAETCS CUCTOIMYECKUI TYIOLIA A
LIYM MapacTepHanbHO cieBa. Co CTOPOHBI XK eTy10u-
HO-KUIIIEUHOro TpakKTa U3MEHEHU I HeT.

OO6uuii aHanu3 Kposu: Jedkorutsl 11,7x10°%/1,
SPUTPOLUTHI 5,34x10%/11, remorinobun 132 r/a, 1uMm-
douter  60,6%, MoHOIUTHI 5,8%, TPaHYIOIUTHI
33,6%, CKOpOCTh OCemaHHUs 3PUTPOLIMTOB 3 MM/U.
AHanu3bl MOYM U Kaja 6e3 maTomoruu.

Buoxumuueckue aHaiM3bl KPOBU: alaHWMHAMU-
HorpaHcdepasda 23 ME/a, acmapraraMuHoTpaHche-
paza 40 ME/n, azor moueBuHBI 11,6 MT%, TIroKo03a
94 mr%, xomectepun 201 mr%, docdop HeopraHu-
gecKuii 7,6 Mr%, KaJabLuil obmmii 2,75 MMOIb/,
TUpeoTponHbiii ropmoH 4,81 MKME/mi, cBobon-
HBII TUpOKCMH 17,4 TIMONbB/JI, TPUHONTUPOHUH
6,3 MMOITB/I1.

IMpu anexkTpokapmuorpadmm — CUHYcOBasi Ta-

xukapaus Ha ¢oHe OecriokoiicTBa. JlaHHBIE Yb-
TPa3ByKOBOI'O MCCIEIOBAHUSI OPraHOB OPIOLIHOM
rmooctu 6e3 matomoruu. Pe3ynbraThl 2MEeKTPOIHIIE-
danorpaduu COOTBETCTBYIOT BO3PACTY M COCTOSTHUIO
TICUXOMOTOPHOrO BO30Y>KI€HUS, MapoKCU3MalbHas
1 oyaroBasl akTMBHOCTb He 3aperucTprupoBaHa. DXo-
sHIledasorpaMma: CMelleHne CPETUHHBIX CTPYKTYD
OTCYTCTBYET. T'unepreHsuoHHoOTU PO EeDATEHbBIE
MIpA3HAKA yMEpEHHbIe, JMKBOPHOINO XapakTepa.
Dxokapnuorpadus: TUIIOIUIA3NAS Tepeneiika Iyru
A0PThI, JIOXKHBIE XOPIIbI JIEBOTO XKeTyI0uKa.

3akitoueHrne Kapauonora — BPOXKAEHHBIN TO-
pOK cepila, TUMOIUIa3us Teperielika Iyru aopThl;
SHIOKPUHOIOra — NAaHHBIX 32 SHOOKPUHHYIO Ia-
TOJIOTMIO HET; OpTolena — MaTOJOTUU CO CTOPOHBI
OIMOPHO-IBUTATETBHON CUCTEMbl HET. 3aKjroueHue
reHeTKa: MHOXKECTBEHHBIE CTUTMbI IM33MOpHore-
Hes3a, XapakTepHblii deHorun. Kapuomornmueckuit
aHanu3: 46, XY, kapuorun 6e3 maTonoruu. Xpoma-
Torpadusi aMUHOKUCIOT 0e3 MaToloruu. DXokap-
nuorpadusi: BpoKIEHHBIN MOPOK cepana. JnarHos:
CUHIpoM YuibsiMca. PekomMeH10BaHA CUMIITOMATH-
yecKasl Tepamnus, MOBTOPHAsl KOHCYJIbTALMSI 4Yepe3
ron. I[Tocie mpoBenéHHOro obcienoBaHMs BHOBb OC-
MOTpPEH HEBPOJIOTOM, IUArHO3 «KKOHT€HUTabHAs Ma-
TOJOrUSI LIEHTPaIbHONU HEpBHON cucTeMbl B opMme
331€P>KKM MICUXOMOTOPHOI'O M PEUEBOrO Pa3BUTUS Y
pebéHKa ¢ CUHIPOMOM Y MIbSIMCay.

Manbuyuk BbIIMCAH AOMOI C peKOMEHIALUSIMU:
HaOMoneHe HeBpoIora, Kapauoaora 1 rneauarpa.

JlnarHOCTMKA CMHIpOMA Y MIbsIMCa TIPEeICTaBIS-
€T MOopoi U3BeCTHbIe TPYyTHOCTH. ONMCcaHHBI HaMU
KJIMHUYECKUI Cllydail WIITIOCTPUPYET BOSMOXKHOCTHU
NMArHOCTUKY CUHIPOMa, OCHOBaHHBIE B TIEPBYIO Ode-
penb Ha TLIATETbHOM aHalu3e aHaMHe3a, KITMHUYec-
KOl KapTUHBI U TaHHBIX 00CTIeIOBaHMSI.
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