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T.B. Muxaiinosa’, JI.U. Caowixosa’, T.B. [lydosux?’

'KasaHckasi rocygapcTBeHHas MeauumHekas akagemust — dunmnan ereoy no PMAHMO MuHsapasa Poccuu, KazaHb;
2TAY3 «[leTckas ropoackas nonvknmHmnka N2 2, KasaHb», Poccus

Williams syndrome in a child with a multiple organ pathology
T.V. Mihajlova’, D.1. Sadykova’, T.V. Pudovik?

'Kazan state medical Academy;
2City Children hospital N22, Kazan, Russian Federation

IIpencrapieH KIMHUYECKHUIA CiIydail cuHIpoMa BuibsiMca ¢ moMopraHHoi maToJiorueii, CoueTaoeil 0TCTaBaHNne B YMCTBEHHOM
Pa3BUTUH, BPOXKIEHHBI MOPOK cepaua (HAAKIANAHHBIA CTEHO3 A0DPThI), APTEPUATBHYIO THIIEPTEH3UIO, THIEPKAIbIHEMHUIO, THIIEp-
KAJIbIMYPHIO, OCJIOKHEHHbIe He(hpOKaIbIMHO30M, MOPAKEHHE JKeTyI0YHO-KUIIEYHOT0 TPAKTA, JIMIEBble U IVIa3Hble AHOMAJIUM,
IPBHLKM TepeaHeii OpPIoMIHOi cTeHKH, K(ocKko1n03. MHUKpocaTe LIMTHBIA aHAJIM3 JIOKYCOB KPUTHYECKOTO paiiloHa XpoMocoMbl 7 00-
HAPYXKWUI JeJienuio uccienyembix Jokycos (D7S1870, D7S613, D7S2476, D7SEln), uro Aaji0 ocHOBaHKe NMOATBEPAUTH AUATHO3
cunapoma Bunbamca.

Karouesvte caosa: demu, cundpom Bunvamca, HaOKAananHbli CMeH03 aopmol, ApPMepUanvias cUnepmen3us, cunepkalbyuemus, Heg-
DOKANBUUHO3.
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The article describes the clinical case of Williams syndrome with the combined pathology of many systems and organs: mental retar-
dation, congenital heart disease (supravalvular aortic stenosis), arterial hypertension, hypercalcemia, hypercalciuria complicated by
nephrocalcinosis, gastrointestinal tract injury, facial and eye anomalies, hernia of anterior abdominal wall, kyphoscoliosis. Micro-
satellite analysis of the loci of the critical region of chromosome 7 revealed a deletion of the investigated loci (D7S1870, D7S613,
D7S2476, D7SEln), which led to the diagnosis of Williams syndrome.
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CI/IH)IDOM Bunbamca — TeHETUYECKMII CUHIPOM,
BKJTIOYAIOIINIT YMCTBEHHYIO OTCTAJIOCTh, SHIOKPWH-
HbIe HapylIeHUS (TUTIepKaablMeMUsl, TUTIOTUPEO03), Hall-
KJIamaHHBI aOpTaJIbHBIA CTEHO3, CTeHO3 Tepudepuye-
CKUX JIETOUYHBIX apTepUil U XapaKTepHOE JIUIO — <«JIUIIO
snbdar. J. Williams B 1961 . u A. Beuren B 1962 1. onu-
caqyd CUHIPOM He3aBUCUMO Opyr ot apyra [1, 2]. Ya-
CTOTAa BCTPEYaeMOCTH CUHIpoMa BuibsiMca cocTaBiisi-
er 1:10 000 HoBopoXmeHHbIX. CUHIpPOM 4Yalle ObIBaeT
criopagnyeckuM. CemeliHble (DOPMBI UMEIOT ayTOCOM-
HO-TOMWHAHTHOE HacieaoBaHue. [IpuamHOi cuHIpOMa
BunbsMca sBisieTcs menmenus Ha xpomocome 7q11.23, me-
JIETUPOBAHHBIN Y4aCTOK COEPKUT 0KoJio 28 reHoB. Cpe-
I HUX U3BECTHBI (DYHKIIUY CIEAYIONINX TeHOB, MyTalluu
KOTOPBIX CBSI3aHbI C cuHApoMoM Buinbsimca: ELN — ma-
TOJIOTUS cepAeuHo-cocyaucToit cuctemsl; LIMKI — Ha-
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pyllleHuEe BU3YaJIbHO-TIPOCTPAHCTBEHHBIX TTO3HABATEIb-
HBIX crniocoOHocTeit; GTF2I — cHUXeHue WHTENIeKTa;
STXI1A — BBICBOOOXKIEHNE HEHPOTPAHCMUTTEPA U CEKPE-
s nHcyauHa; BAZIB — 6enok BAZ 1B, cBs3biBatolmii
peuentop ButamuHa D; CLIP2 — HapyiieHue GyHKINU
mosxeuka; GTF2IRD1 — xpaHnunodaiaibHble 0COOEH-
HocTu; NCFI1 — ymeHbllIleHe pyUcKa runepToHuu [3].

DnacTUHOBasI apTepuomnaTusi MPUCYTCTBYET y 75—
80% malnuMeHTOB ¢ CUHAPOMOM BuibsMca M MOXeT
nopaxartb JiIoOyto apreputo. B nutepaType omnucaHbl
HauboJiee yacTble BapuaHThI 3JJaCTUHOBOI apTepuoria-
TUU: HaJKJaNaHHbIA CTEHO3 aOpThl, CTEHO3bl APYIMX
CeTMEHTOB aoOpThl, mepudepruveckre CTEeHO3bl JIeTOU-
HOIT apTepuM, CTEHO3 KOPOHAPHBIX, COHHBIX, MO3TOBBIX,
MOYeUHbIX apTepuii. HagkmanaHHBIM CTEHO3 aOpTHI SIB-
JIsieTcsl HanboJiee KIMHUYECKU 3HAaYMMBbIM M HauboJee
pacrnpoCTpaHEHHBIM BPOXIEHHBIM MTOPOKOM Pa3BUTHUS
y AeTeil ¢ cuHApoMoM Bubsimca, BcTpedaetcss B 75%
ciyyaeB [4, 5]. Tlpu ecTecTBEHHOM TEUYEHUUM TTOPOKaA
00CTPYKIIMS BBIXOJHOTO TPaKTa JEBOTO XeJyT0uKa Mpo-
rpeccupyeT ¢ Bo3pactoM, o0biuHO 10 20 net. [1pu cuH-
npome Bunbsmca yacrora BHe3amnHo# cmeptu B 25—100
pa3 TpeBbIIIaeT MOMYISIIMOHHY0, cocTtasisier 1:1000
MalueHTOB; CPeAr BO3MOXHBIX MPUYMH OTMEYAIOT CTe-
HO3 KOPOHAPHBIX apTepuii, UILIEMUIO MUOKapIa U XKU3-
HeyrpoxaeMble apuTMun [6].
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ApTepuanbHast TUTIEpTEH3UsI TIPU CUHApPOMe BUTbsiM-
ca BcTpeuaetcst ¢ vactotoit 40—50%, MOXeT TIpUCYT-
CTBOBaTh B JIIOOOM Bo3pacTte. Pa3Buthe aprepmaiabHOI
TUTIEPTEH3UU CBSI3BIBAIOT C 3JIACTMHOBOW apTepuomnaTh-
eif, B HEKOTOPBIX CIyJasXx OHa OOYCJIOBJieHa CTEHO30M
rmovyeuHoit aprepuu. IMarmeHTh ¢ cuHAPOMOM Buibsm-
ca HYXJIaloTCs B TIIATEIbHOM KOHTPOJIE apTepHabHOTO
napneHus. M3-3a MOTeHIIMANIBHON BO3MOXKHOCTU JTHC-
TaJbHOTO CTEHO3a COCYIOB M3MEpeHHE apTepuaibHOTO
JTaBJICHUS JOJIKHO IMTPOBOIUTHCS Ha BCEX YEThIPEX KOHEY~
HocTsx [7]. HeiipococynucTbie aHOMaJIMY TIPY CUHIPOME
Bunbsmca MOTYT MpMBOIUTH K WHCYJIBTY, CTEHO3 OpbI-
JKEEUHBIX apTepuii CIOCOOCTBYET pa3BUTHIO CHHIpOMA
abmoMuHaIbHOM 60n [8].

XapakTepHble JTUIIeBble 0COOCHHOCTH TIPU CUHIPOME
Bunbsmca onmmcaHbl KaK «JTWILIO 37bMa» W BKIIOYAIOT
OUTEMIOPAIbHYIO TIepUOPOUTATIBHYIO U30BITOYHOCTD,
MaJIeHbKUI B3IEPHYTBIM HOC ¢ OTKPHITBIMU BITEpe HO3-
JIPSIMU, IIUPOKYIO BEPXHIOI YeJTIOCTh, TOJIHBbIE IEKH,
MOJTHBIE TYOBI, IIMMPOKUIA POT, MaJEHbKYIO HIKHIOKIO Ye-
JIIOCTh, OTTONBIPEHHBIE YU, TUMUYHBIE JIUIEBBIE 0CO-
OEHHOCTH OOBIYHO PACITO3HAIOTCS  TTPUOIU3UTEBHO
B Bo3pacTe 3—4 MeC U CTAHOBSITCS SIBHBIMU B TPYIHOM
BO3pacTe W paHHeM AeTcTBe. YacTo BCTpevaroTcsl TOJy-
Oble paly>KK1 CO CBOEOOPa3HBIM 3BE34aThiM PUCYHKOM,
kocornazue (y 50% mammeHToB). XapaKTepHbl TeHTATb-
Hble aHOMAJIMU: YacTUYHas amoHTus — y 40% mamu-
€HTOB, KpOMe€ TOTO, HaOJIoJacTCsl TUTIOTUIA3UsT dMallu
W HEeMPaBUJIbHBIN TTPUKYC. Y OOJBIIMHCTBA IeTel C CUH-
JIpoMoM BuitbsiMca XpUTUTBIT WJIM HU3KUI TOJIOC.

K cKkeleTHO-MBIIIEYHBIM aHOMAIUSIM TPU JaHHOM
CUHIIPOME OTHOCAT UM (DY3HYIO MBITIIEUHYIO TUTTOTOHUIO
U TUTIEPMOOMJIBHOCTh CYCTABOB Yy JI€T€il paHHEro BO3-
pacta, (opmupoBaHue KM(MOCKOIMO3a, TUIEepPIopao3a,
OorpaHMYEHME TMOABUKHOCTH CYCTaBOB B IMOAPOCTKOBOM
Bo3pacte. M3-3a qucIia3uu COeAMHUTEbHOM TKaH! Ya-
CTO HAOJIOAAIOTCS TTaXOBhIe U MYITOYHbIE TPHIKU, TUBEP-
TUKYJIbI KUIIEUHUKA, MOYEBOTO TTy3bIPsI, TIPOJIATIC TTPSsI-
MO KUIIIKHU, IPsSIOIOCTD 1 caabocTh Koxu [9, 10].

MHorue netM ¢ CUMHAPOMOM BuibsiMca pokmaroTcst
¢ HM3KOM Maccolt Tena. Pusnueckoe pa3BUTHE XapaKTe-
PU3YyeTCs TUTOXUM TIPUPOCTOM JUTMHBI M MAcChI Teja B Iep-
Bble 4 Toma (y 70% nereit), B mayibHEHIIIEM CKOPOCTD JIN-
HeMHOro pocra coctaisieT 75% OT HOpMbI, OTMEUAETCSI
KOPOTKUIi MyOepTaTHBIN phIBOK pocTa. [1moxast mpubaBka
Macchl 4acTo OOYyC/IOBJIeHa TPYTHOCTSIMHU C KOPMJIEHU-
eM u3-3a aucaruu, ractpoasodareanbHoOro pedJrokca,
a0IOMUHAIBHOTO 0OJIEBOTO CUHIPOMA, CBSI3AHHOTO C XPO-
HUYECKUM 3aliOpoOM  W/WJIM  MIWOTATUUECKOW TUIIep-
KaibliieMueil. B paHHeM Bo3pacTe HIeTH ¢ CUHAPOMOM
BusibsiMca OTCTalOT B TICUXOMOTOPHOM pa3BUTHH, U3-32
BBIPaKEHHOM MBIIIEUHOW TUITOTOHMM HAYWHAIOT CaMO-
CTOSITEJIBHO XOIUTh OOBIYHO K ABYM Tonam [9, 11].

YMCTBEHHOE pa3BUTHE U TICUXOJIOTMUECKHE OCOOEH-
HOCTHU MMEIOT CBOMCTBEHHBIE CHMHIpOMY Buibsimca xa-
pakTepucTUKu. JleTm oOIIUTeTbHbIe, TUIIepaKTUBHbBIE
W HeBHUMAaTebHbIe. TUIMYHA OT JIETKOW O YMEpeH-

HOI 3amepskKa YMCTBEHHOTO Pa3BUTHsI, KOTOPasT MOXKET
MpOrpeccupoBaTh ¢ BO3pacToM. Peub M My3bIKaTbHBIE
HaBBIKM MOTYT OBITH HEMPOIOPIIMOHATBLHO Pa3BUTHIMU
110 CPaBHEHMIO C TTOKa3aTeIIMUA UHTeJUTeKTa. [ToBbITIeH-
Hasl 4yBCTBUTEJIBLHOCTH K 3BYKY oTMedeHa y 90%, mpo-
rpeccHupylolasi CeHCOHeBpasibHast TToTeps ciyxa — y 63%
MalKeHTOB ¢ cuHIpoMoM Buubsimca [12—14].

DHOOKPUHHBIE HapyIIeHWs TIpu cuHIpoMe Bu-
JIbSIMCA BKJTIOYAIOT MIMOMATUYECKYIO THIIEpKaIbIye-
MMWIO, TUTIEPKATBIIMYPHUIO, TUTIOTUPEO3, PaHHEE MOJOBOE
CO3peBaHue, Y B3POCIIBIX BOZMOXKHO pa3BUTHE CaXapHOTO
nuabeta. [MmepKaableMust 0OHapYKMBAETCST TPUMEPHO
y 15—50% GonbHbIX, runiepKanbunypust — y 30%. Tunep-
KaJblIMeMMsl 4Yallle HabJiomaeTcs B paHHEM BO3pacte,
HO MOXKET COXPaHSThLCS M Y B3pocibix. [Ipenmonaraercs,
YTO ee MPUYMHOM y JeTeil ¢ cuHapoMoM Buibsimca sB-
JiseTCsl YCUJIEHHOE BcachlBaHUE KaJbLIMST B KUIIEYHUKE.
TunepkanbimeMusi CcnocoOCTBOBYET pas3npakUTeTbHO-
CTH, PBOTE, 3allOpaM M MBIIIEYHBIM cygoporaM. [urep-
KaJbIUYypUsT MOXKET OCJOXHATHCS He(PpOKaIbIIMHO30M
1 HeDPOIUTUA30M, B TSIKENBIX CIIydasX ¢ HapylleHUeM
dyHKIMYM movex [15, 16].

AOIOMWHANBHEI 00JI€BOI CMHAPOM HEpPEeIKO OT-
MeyvaeTcs y AeTeil ¢ cuHapoMoM Bubsimca. Cpeau Bo3-
MOXKHBIX TIPUYUH €ro MOSBIeHUs — pedIriokc-330(arur,
IpbIXa MUIIEBOJHOTO OTBEPCTUST AMadparMbl, sS3BeHHas
00JIE3Hb KeJTyKa U ABEHAAIATUNIEPCTHON KUIIIKU, UIIIE-
MHUYecKass 0oJIe3Hb KHWINEeYHWKa, XPOHWYECKUI 3arop,
IUBEPTUKYIUT. PacrmpocTpaHeHHOCTb JMBEPTUKYJINTA
YBEJIMYMBAETCS Y TIOIPOCTKOB 1 B3pOCbIX [18].

Jnst ycTaHOBJIGHUSI OWarHo3a CHUHApoMa BuibsM-
ca HeOOXOMMMO TIPOBECTH MOJIEKYISIPHO-TEHETHUECKOE
TECTUPOBaHME: TMOUCK Heneluu B peruoHe 7ql1.23 me-
TonoM ayopeclieHTHoO# rubpuauszanuu in situ (FISH
uccnenoBaHue). Tak Kak cuHApoM BuibsiMca 0OBIYHO
BCTpeYaeTcs COpaandecKu, TeCTUPOBAHUE POIUTENEH
MPU OTCYTCTBUU Y HUX KIMHUYECKUX MPU3HAKOB JaHHO-
TO CUHIpPOMAa He SIBIISIETCS ONpaBaaHHBIM. PycK mis cu6-
COB MTpo0aH/a 3aBUCUT OT CTaTyca POAMTENEN: eC/IM OUH
W3 POAUTENleld — HOCUTENb NeJeIUM, PUCK COCTaBIISI-
et 50%, ecnmu pomMUTEIN KIMHWUYECKH 3HOPOBBI, PUCK
g cMOCOB TIpobaHma HU3KWi. Puck 1o moromcTtBa
npo6anma 50%.

JleyeOHbIe MepompusTHSI MpU CUHApoMe BubsiMca
HarpaBJIeHbl Ha MIPOBeIcHEe KOHCEPBATUBHOM 1 (TIpU He-
00XOIMMOCTH) XUPYPTMUECKOM KOPPEKIIMU OCHOBHBIX
KIIMHUYECKUX TIposiBNieHniA. [Tpu TSKeTbIX TTopoKax pas-
BUTHS CepAlla U COCYIOB TIPUMEHSIOTCST pa3TuIHble Me-
TOIBI aHTUOTUTACTUKU. B nHTepatype omucaHbl yIOBJIET-
BOPUTEIbHBIE PEe3yJIbTaThl OAIZIOHHOM CIUpasieBUIHOMN
AHTMOTUIACTUKK TepUdepuIecKuX CTEHO30B JIETOYHOM
apTepuu, TIOJOXUTEIbHBIE PE3YJBTaThl AOPTOTUIACTHKH
HaznkiIanaHHoro creHo3a aopTel [19]. KoHcepBaTuBHBIC
JiedeOHbIe MEpPOTIPUATUSI C MCIOIb30BAHUEM THITOTEH-
3UBHBIX TIpernapaToB MPOBOMATCS C LENbI0 KYITUPOBAHUS
apTepuaNbHOM TUTIepTeH3nu. JIedeHne ThrepKaTblieMU
BKJTIOUAET TUETY C OTpaHUYEHHEM KaJbIIUsI, YBEJIUYECHHE
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MUTHEBOTO pexkrma Ha 50% Ootbliie BO3paCTHBIX TTOTPeO-
HOCTel, mpenapaTbl MarHusl, B TSKEJIBIX CIIydasx — Mepo-
pajbHbIE KOPTUKOCTEPOUIbI, OchochoHaThl BHYTPUBEH -
HO (mamuzapoHar). JleueHne cUHApoOMa abIOMMHATILHOM
00JIM TIPOBOIUTCSI B 3aBUCUMOCTH OT MPUYMH €ro pas-
BUTHST: XPOHWYECKUI 3arop, TUBEPTUKYIUT, pedIroKc-
a30¢arut u ap. [aunentam ¢ cunapomom Busbsimca pe-
KOMEH/IYeTCsl CBOEBpPEMEHHasi KOPPEeKLMsSI KOCOTJIa3usi
W HapyUIEHWI 3peHUsI, OPTOIEAUYECKO M OPTOIOHTU-
YyecKoil maroysiornu. BaxkHoe 3HaueHUEe TakKKe MMEET UC-
MMOJIb30BaHUE CTIEIMATbHBIX 00pPa30BaTeIbHBIX TTPOTpaMM
paHHEro BMeIIaTeJIbCTBA, TICUXOJOTUYECKON M TICMXMua-
TPUYECKOI OLIEHKH, HalpaBJIeHHBIX Ha KOPPEKIIUIO Hapy-
IIEHU YMCTBEHHOTO Pa3BUTUSI U MOBEEHMUS, TPpodeccro-
HaJIbHOE opueHTupoBaHue [19—21].

IMpencraBnsieM cOOCTBEHHOE HAOIIOACHME MallMEeH-
ta 11 et ¢ cuHapoMoM BuibsiMmca. Masibunk OT TiepBoOit
OepeMeHHOCTH (BO3pacT Marepu 25 JeT, BO3pacT OTla
31 ron), mpoTekaslieii C yrpo30i mpepbIBaHUS, XpOHUUE-
CKOIl BHYTPUYTPOOHOW T'MITIOKCHMEN TIJI0/1a, MHOTOBOIIM-
€M, TOKCUKO30M, OT TePBbIX POJOB IMyTEM KecapeBa ce-
yeHus Ha cpoke 40 Hen. Macca nipu poxxaeHun — 2980 r,
IMHA — 55 cM, olleHKa ro mikaie Anrap — 9 6asios.
[Tpu o6cnenoBaHMM XMPYpProM B Bo3pacTe 2 Mec Obljia Bbl-
sIBJIEHa TIPABOCTOPOHHSISI KPUBOIIIEs, MTyMOYHasi rpbixa.
Ha npotsbkeHnu mepBOro rojma XuW3HU OTMEYaIMCh ya-
CThle CpBITUBaHMS, TIIOXas eXeMmecsuHasi TpubaBKa
B Macce, K 12 Mec XKHU3HU uMeJsics 1e(UIIUT Macchl Tejia
IT cremens (Macca tena — 7,5 KT, umHa — 76 ¢M), 3a-
nepKKa Mmpope3biBaHusI 3y00B (K 12 Mec xku3Hu — 3 3y0a).
OrcraBajl B HEpBHO-TICUXMYECKOM Pa3BUTHUU: B BO3pacTe
12 Mec pebeHOK Havasl CUACTh ¢ ITOIIEePKKOI, CaMOCTOSI -
TEJTBbHO CUIIETh U CTOSITh — B 1 TOom 9 Mec, XOOUTh U TOBO-
pUTh OTIENbHEIE CI0Ba — B 2 roga. HaOmonancsa y HeBpo-
aToJI0Ta C IMarH030M: 3a/IepKKa HEPBHO-TICUXUYECKOTO
pa3BuTus, UM dy3Hass MbIIIeYHAsS TUTTOTOHMSI.

B Bo3pacte 10 Mec y pebeHKa BIiepBbie TIpU MPOBE-
NIeHUU 3XoKapauorpaduu, ObUT TUATHOCTUPOBAH Ha/l-
KJIalMaHHBI CTEHO3 aOPThl YMEPEHHOW BBIPaXKEHHOCTHU
(cyxxeHne aopThl A0 8§ MM, C TpaaueHTOM JaBJIEHUS
40 MM pr. ct.). [To nanabiM DKI BIsIBIEHO HapylleHUE
MPOIIECCOB PEroJspu3aliui MUoKapaa, BHYTPUXKEIy-
JIOYKOBO#1 TTpoBoaMMOCTU. B Bo3pacTe 1 roma Maabuuky
MPOBEACHO KOMILJIEKCHOE 00Ce0BaHUE B OTACICHUU
ceplaeyHO-cocyaucToil xupyprum [erckoit pecrnyOu-
KaHCKOM KJIMHUYeCKO OosbHULIBL. [Ipn 0ObeKTUBHOM
OCMOTpPE OTMEUEHO HaJIMuue XapaKTepHBbIX YepT JIuIla:
outemIiopajiibHasi TepuopouTalibHasi U30BITOYHOCTD,
MaJICHbKU A B3JEPHYTHIN HOC C OTKPBITHIMU BIiepe HO3-
JIPSIMU, TIOJTHBIE IIEKU, MyXJble TYObl, IMMPOKUI POT,
MaJIeHbKasi HWXHSISI YeTIOCTh, OTTOMBIPEHHBIE YIIH,
cXoJsIIIeecs: CoapyXecTBeHHoe Kocorasue. [1o pe3yib-
TaTaM KaTeTepusalluy MPaBbIX U JIEBBIX OTACIOB cep/lia
U JITOYHOUW apTepuu, aHTHUOKApAMOIYyJIbMOHOTpachuu
YCTaHOBJIEH YMEpPEHHBINI CTEHO3 aOpPThl, HEIOCTATOY-
HOCTh KJjamaHa JieroyHoil aptepuu. CTEeHO3BI ITOYed-
HBIX apTepuili He oOHapyXeHbl. [Ipu yabTpa3ByKOBOM

HACJIE4ACTBEHHbBIE BOJIESHU

HUCCIIEIOBAHNN TTOYEK AUATHOCTUPOBAH MEIYJUISIPHBINA
HedpokanpunHo3 I crenenu (cMm. pucyHok). B 6uoxu-
MHWYECKOM aHajii3e KPOBU BBISIBJICHA TUITepKaJbIIME-
musi — 3,5 mMosb/i. [1To moBoay 4acThIX CpbITMBaHUI
MalMeHTy TpoBeaeHa 2330(aroracTpoayo/IeHOCKOIHS,
BBISIBUBIIAST TIATOJOTUIO KapAuaJbHOTO OTAeNIa XKeayI-
Ka W TMUIIeBOJa: Xaja3usi Kapauu, peduiokc-330¢harur
I crenmenu; myomeHoracTpaidbHbIll pedIoKC. YYUTbI-
Basi COYETaHHYIO MATOJIOTUIO, peOeHOK ObLT HaIpaBJieH
Ha KOHCYJIBTAlIMIO K TeHeTHKY. [IpoBeleH MUKpocaTe-
JINTHBIN aHaJIU3 JIOKYCOB KPUTUIECKOTO paiioHa XpOMO-
COMBI 7, ompejaesieHa AeJelusl UCCAeayeMbIX JTOKYCOB
(D7S1870, D7S613, D7S2476, D7SEIn), uto mamxo oc-
HOBaHUE YCTAHOBUTD AUArHO3: CUHAPOM BuibsiMca.

B panHewm Bo3pacTe y pebeHKa HaOJIOIAINCh PELy-
IWBBI TIMeaoHedpuTa Ha (OHE MEOYIIPHOro Hedpo-
KaJbIIMHO3a, IO TOBOAY Yero MajbiyMK HEOTHOKPAaTHO
TOCTTUTATU3UPOBAJICS B IETCKUE CTallMOHaphl I. KazaHu
C 1LeNbI0 UCCIenoBaHUs (PYHKIIMOHATBLHOTO COCTOSIHUSI
MOYeK M TMPOBEACHUS aHTUOAKTEepUATbHOI Teparum.

Pucynok. HedpokanbiiuHo3 y pedeHka ¢ cuaapomom Buibsmca
(mannbie npencrasiensl I.M. Camoiinosoii). Nephrocalcinosis
in a child with Williams syndrome (the data of G.M. Samoylova).
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Muxaiinosa T.B. u coasm. Curpom Busnbsimca y pebeHKa ¢ OJMOpraHHO# aToNorueit

IIpu obcnemoBaHuM B TepBble 2 Trofa XU3HU peOeHKa
TUTIepKaJIbIIMEMUST AOCTUTAa 3,8 MMOJIb/J, TUTIEPKAJTb-
unypust — ot 2,41 1o 6,67 MT/KT B CYTKH, KIMPEHC Kajlb-
st — ot 0,56 mo 1,8 mui/MUH. MalbuuK Toydan aue-
Ty C OTpaHMYEHMEM KaJIbIIUsl, TTOBBIIIEHHBIN MUTHEBOM
pexuM, Tipernaparsl Marausi kypcamu. K 3 rogam xusHu
OTMEYeHa HOpMaJlu3alusl ToKa3aTeseil KaJibIusl Kpo-
BU — 2,3 MMOJIb/J1, Kanbliusg Moun — 0,47 MT/KT, KIMPEHC
kanbuus — 0,12 mu/mMuH. UccnenoBanue pyHKIIMOHATb-
HOTO COCTOSIHUSI TIOYEK B JMHAMMKE TTOKa3aJo CTOMKOE
HapylieHue KOHUEHTPAIMOHHON (PYHKIIMM IMOYEeK C paH-
HEro BO3pacTa JI0 HaCTOSIIIIETO BpEMEHU.

C 4 ner y pebGeHKa BBISIBJISUIOCH TIOBBIIIEHUE ap-
TepuajabHOTO aaBiaeHus no 122/89 mm pt. cT., K 7 10O-
JlaM TIOCTaBJieH JMAarHo3 apTepuaibHON TUIEPTEH3UU
Il cranuu, Ha3HaYeHa MeIMKaMEHTO3Hasl Teparus dHa-
JIAaTIpUJIOM B 103€ 2,5 MT/CyT, TipernapaThl KaJusi U Mar-
Hug. [Ipu nmpoBeaeHWM CYyTOYHOTO MOHUTOPUPOBAHMUS
apTepMaJbHOTO AaBlieHUs1 B Bo3pacte 11 jeT oOHapy-
J)KeHa aprepuaibHasi TUTIEPTEH3UsT B JTHEBHOE BpeMs
(cucToMyecKkoe apTepuanbHoe naBieHue — 85%, nua-
CTOJIMYECKOE apTepuaabHOe AaBieHue — 27%) 1 CUCTO-
JiMyeckasi TUTEPTEeH3UsT B HOYHOE BpeMs (CUCTOIM-
yeckoe aprepuaibHOoe nmaBieHue — 89%), cpenHee
aprepuanbHoe nasiaeHue 141/77 mm prt. cT. JlyruiekcHoe
CKaHMpPOBaHUE COCYIOB MoYeK B Bo3pacTe 11 jieT He BbI-
SIBUJIO y TIallMeHTa CTeHO3a MoveuyHbIx aprepuit. [1po-
Be/lleHa KOPPEeKIIUs 103bl TUTTOTEH3UBHBIX TpeIrapaToB.
K 11 ronpam y manpumka 1o 1aHHBIM 3XOKapauorpaduu
COXpaHSJIMCh U3MEHEHUSI B BUJIE YMEPEHHO BbIpaXkKeH-
HOTO HaJKJanmaHHOTO CTeHO3a aopThl, OOHapyXeHa
HEJIOCTaTOYHOCTh aopTalibHOro KjamaHa | creneHw,
nunaTaluus WM He3HauuTedbHas TUIepTpodusi JIeBOTO
KeJlymo4Ka, mpoJiarc MUTpaJIbHOTO KiamnaHa | crerneHu
¢ peryprutauueii. KnmHnyecku npu3HakoB HapacTaHUsI
CepleYyHON HeTOCTaTOUHOCTHA HE OTMEUYEHO.

B Bospacte 7 Jser MalbuMK TIEpeHEC OrepaTuB-
HOe JieYyeHMe 1O TOBOIY I1aXOBOW TPbIXKM CIIpaBa,
B 11 7eT — mpoBeneHO TpblKeceYyeHUe MaxOBO-MOIIO-
HOuHOM rpbiku ciieBa. C 7 net HabaogaeTcs y oprornena
¢ nuarHo3oM S-o0pasHbiii kudockoauo3 I1-I11 creme-
HU, ABycTOpoHHee TiockocTtonue II cremenu. Mmeetcs
oTcTaBaHUe B (pU3UYECKOM pa3BUTHU, K 11 romam poct
148 cm, macca — 34 KI, 4TO COOTBETCTBYET Ae(PUIIUTY
macchol Tena Il crenenu. YabTpasByKoBasi OCTEOIEHCUTO-
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