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LLENb NCCNIEOOBAHUA

N3yunts 0COOEHHOCTH TEUEHHUS U HCXOAA Ay TOCOMHO-
penieccuBHOTO NonuKkcTo3a rodek (APIII) y neteit.

MATEPUANblI U METOADbI

Wzyden xaramues 10 nmereit (u3 8 cemeit) ¢ APIIII,
n3 10 gerert — 6 neBodek m 4 Mampuuka. JluTennb-
HOCTh KaTaMHECTHYECKOTO HAOIOIEHUs coCTaBmiIa 7
neT. JlnarHo3 ayToCOMHO-PELECCUBHOTO MOJIMKHCTO3a
MOYEK CTAaBMJICS NP BBIIBICHHU Yy MPOOaHAa KUCT B
o0enx moukax npu Y3, oTCyTCTBUS YIIBTPa3ByKOBOTO
WIA TUCTOJIOIMYECKOIO IOATBEP)KICHUS IOIMKHCTO-
3a MMOYEK Y POJACTBEHHUKOB | w/mim 2 creneHen poj-
crBa. OOBEM TMOUYEK PACCUUTHIBAICS MO peE3ylbTaTam
VY3U-6uomerpuu no meroay C. B. Kanyctuna (1998).
Ouenka BepkuBaeMoctu Aeteit ¢ APIIIT npoBeneHa no
metony Kaplan-Meier (1958).

PE3YJIbTATbI

Cpennuii Bo3pacT neTell K MOMEHTY BBISBIICHUS
KUCT 1o pesynbraram Y3M cocrtaBmr 2,0+0,5 wme-
cana. KucTel B ApyTrHx MapeHXMMAaTO3HBIX OpraHax
BoIsiBIIEHB! y 7 u3 10 maruentoB (70%) — KHCTHI
Ne4yeHu B 6 cilydasiX, KHCTBl MOKEITyAOYHON XKele-
3pl B | ciywae. Y 2 nereil ¢ MOJMKUCTO30M MEUECHU
1 BpOXACHHBIM (pubpo3zom meuenu, teuenue APIIIT
OCJIO)KHMJIOCH Pa3BUTHEM CHHJpOMa MOPTaIbHOU T'H-
nepTeH3uu B Bozpacte 5,5 net u 2 net. KpoBoreuenue
13 BapUKO3HO-PACIIMPEHHBIX BEH MUIIEBOAA y 2 JAeTel

MOoTpe0dOBaAIO XUPYPTUIECKOTO BMEIATEIhCTBA C TIPO-
BEJIEHUEM JINTUPOBAHUS U CKIEPO3HUPOBAHUS COCYIIOB.
CuHIpoM apTepuaIbHOW THIEPTEH3UH IUAarHOCTHPO-
BaH B HEOHATAJILHOM U I'pyJHOM Bo3pacte y 10 gereit
¢ APIIIL. ¥V 10 nereit Teuenue APIIII ocnoxxuunoco
pa3BUTHEM THeNOHe(PHUTA, CPEIHUN BO3PACT K MO-
MEHTY BBIABICHUS MUKPOOHO-BOCIMAIUTENBHOTO TPO-
necca — 7,0+£0,5 mecsa.

O0bem movek 1o pesyiabratam Y 3M-Ouomerpun
MpU POXKACHUM cocTaBisia 32,3+3,7 cM® (mpasast mou-
ka), 31,0+5,4 cM® (;1eBas mouka), OTMEUEHA JUHAMHKA
yBeInnueHns oobeMa mouek g0 126,4+15,5 cm® (mpasas
mouka), 153,5+20,7 cm? (;reBast mouka) k 1 roy KHU3HH.
Hcxon B XpOHMUYECKYIO TOUYEYHYIO0 HEA0CTAaTOYHOCTD
(XTIH) ycranosnen B 100% ciy4aes, B TpyITHOM BO3-
pacte B 90 %. JleTanbHbII HCXOA KOHCTAaTUPOBAH y 3 U3
10 nmereit ¢ APIIII, u3 HUX y 2 — B meprox HOBOPOXK-
JIeHHOCTH, Y 1 — B Bo3pacte 1 roza.

BepositHocTh BeikuBanus nanuentoB ¢ APIII, pac-
cuntanHas o merony Kaplan-Meier (1958), cocraBuna
1 rog — 80%, 5 netr — 70%.

BblBO bl

AyTOCOMHO-PELIECCUBHBIN MOJIMKHACTO3 TOYEK, 1A~
THOCTHPYEMBII BO BHYTPUYTPOOHOM U HEOHATaJIbHOM
IIEpUOZE, XapaKTepU3yeTcs HeOIaronpusiTHBIM IIPO-
THO30M TEYEHHs, PA3BUTHEM CHUHAPOMA apTEPUAIILHOMN
TUNEPTEH3UU U XPOHUYECKON IOYEYHON HEeA0CTaTOY-
HOCTU Ha II€PBOM IOy JKU3HHU.

KINHUYECKOE HABJIOAEHUE OKYNO-ULEPEBPO-PEHAJIbHOTO CUHAOPOMA
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Oxyno-1epedpo-peHanbHbIH CHHAPOM BIIEPBBIC OIH-
can B 1952 1. U. Lowe, M. Terry u E. Mc. Lachlan. B mu-
poBoii smteparype 3aboneBanue HazpiBaeTcs OCRL

(oculocerebraorenal), cunapom Lowe-Terry-McLachlan,
cunapom  Lowe-Bickel, rma3o-moyeuyHO-MO3roBbIM
curapomoM Fanconi. Cunapom Jloy Hacnemyercs 1o
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X-CIEIUICHHOMY PELIECCUBHOMY THITY, OOJICIOT MaJIbyH-
k. [Ipyunna cuaipomMa JIoy — Bpox AeHHOE HAapy IIIEHHE
MeTaboIM3Ma HHO3UTHOTO (pocdaTta, HEOCTATOUHOCTH
bepmeHTa docharuaunnnosuron-4,5-6udocdar-5-
(docdarasbl, BbI3BaHHASI HOHCEHC- UJTH CTON-MY TallUSIMH
B reHe OCRL. I'en kapTupoBaH Ha JJIMHHOM Iljiede
X-xpomocoMbl (Xq25-q26). B pesynsrate pa3BuBa-
eTCS  HEMOCTAaTOYHOCTh  (hOCHaTHAMIIMHOZUTOIN-4,5-
oudocdar-5-pocdara, SBIAIOMIEIOCS KPUTHUCCKUM
METabOJINTOM, BOBJICUCHHBIM B BE3UKYJISAPHBIN TpaHC-
nopT B komiuiekce [onpmxu. Cunapom Jloy conposo-
JKIaeTcs HapylieHneM (QyHKITUH [TOYeK Ha TIEPBOM TOILy
KU3HU, BBIPAKEHHOM MBITIIETHOIN THITOTOHUEH, OJTUTOd-
peHuelt, kpuntopxusmoMm. IlepBUUYHBIE KIMHHUYECKHE
MPOSIBJICHUS BKJIIOUAIOT: BPOXKJEHHYIO KaTapakTy WIH
TJIAYKOMY, MBITIIEYHYI0 THIIOTOHUIO, apedIIeKCHIo, T0-
YeyHbIe KaHAJBIIEBbIE HAPYIIEHUS O THUITY CHHIpPOMA
DaHKOHM, NPOSBISAIOIINECS POTEUHYPUEHN, aMHHOAa-
LUTY PUEH, TITFOKO3YpHEi, METa00JIMYECKUM aln030M,
runodocdareMuyeckuM paxuToM ¢ Qocdarypueid u
KaJIbLILY pUEH.

IIpuBoguM kImHWYECKOoe HaOmoAcHuWe. llammeHT
E., 1 ron 3 mec., or 1 GepeMeHHOCTH, MPOTEKABIICH
Ha (OHE MO3/JHEro TOKCHKO3a (OTEKH, MHEIOHE(PHT),
KaH/IUJI03HOT0 KoibliuTa. Pojsl cpounble mytem Keca-
peBa cedyeHns. OTMeuanach OCTpasi THIIOKCHUS TLIOMA,
MBIIIeYHass TUNOTOHUSA. Macca Tena mpu poXIACHUH
3764 1, ouenka o Anrap 7/8 6anioB. C poxaeHus OT-
MEUaloTCsl MJIOXHE BECOBbIC MPUOABKH, PE3KOE OTCTa-
BaHHE B TICHXOMOTOPHOM pa3BUTHH. B Bo3pacTte 3 mec.
BBISIBIIEHA JBYCTOPOHHSS KaTapaKTa, MaTOJOTHS B aHA-
Ju3ax MOYH ( JIEUKOLUTYpHs, MpoTenHypus). Pebenok
00cCIe10BaH Mo MECTY KHUTEIbCTBA, IJI€ AUATHOCTUPO-
BaH BTOPUYHBIA XPOHUYECKUI NUETOHEPPUT Ha (oHe
JIEBOCTOPOHHETO PEeIIOKCHPYIONIETO YPETEPOTHAPO-
Hedpo3a 4 cr. Ha (oHe KOHCEpBATUBHOTO JICUCHUS
nuesoHepuTa PEMHCCUN HE JIOCTUTHYTa, 3a0oeBa-
HUE HOCWJIO IEPCUCTUPYIOLINI XapakTep. YCTaHOBJIEH
karetep Domnest B TeueHre 4 MecC. ¢ MOJOKUTEIbHOU
IUHAMUKOH. B 6 Mec. Bo3pacTe y peOeHKa ITH30T aIlu-
JIEMUYECKON KOMBI MPH JIEKOMIIEHCHPOBAHHOM MeTa-

OonnueckoM anupose. PeOeHOoK rocnuTanin3upoBaH B
OPUT no mecTy XKuUTeabCcTBa. BelnucaHn ¢ AMar1o3oM:
CEICUC-CENTUKONMUEMUSI. XPOHUYECKUM BTOPUYHBIN
nuenoHepput. Pedrrokcupyronuii  JIeBOCTOPOHHUIMA
ypereporunponedpos. OITH. JIBC-cunapom. Cun-
npom JIOY. AKTHUBHAs UTOMETaIOBUpyCHAass WH(EK-
nus. ApaxHOuJlaJibHas KUCTa TOJIOBHOTO Mo3ra. BHy-
TpeHHsis ruaponedanus. [laxoBast peTeHIUs MPaBoro
aryka. COCTOSIHHE TOCIIe KITMHHYECKOH CMEPTH.

B Bo3pacte 9 MecsieB peOeHKY MpOBeeHA SKCTpa-
KaIrcyJisipHasi SKCTPAKLUS BPOKICHHOM KaTapakThl C
NepeHe BEeHTPEKTOMHUEN Ha MpaBOM IVla3y B KIMHHUKE
CIIGI'TIMA. Oo0cnenoBan B HE(POIOTHUECKOM OTIIE-
nenun kimHuKH CIIOITIMA. Tlpu obcnenoBaHuu BbI-
SIBJICHBl KOMIICHCUPOBAHHBIA MeTabOIMYECKUi alunos,
BBIPAKCHHAs! JICHKOLIUTYPUSL, IIFOKO3yPHsl, IPOTEHHYPUS
(1,5 r/cyr), runokansiemust (2,32 MMoub/i), Tanogdoc-
¢aremust (1,1 MMOnB/), MOBBIIEHHE MIETOYHON (oc-
¢orazsl (1200 EJI), runepkansuuitypust (6,5 Mr/kr/cyT),
JIEBOCTOPOHHUI HEPe(IIIOKCUPYIOIINH YPeTepOruIpo-
He(dpo3, JIEBOCTOPOHHSS OOCTPYKTHBHAS HE(pOMaTHs,
¢dyHKIus movYek coxpaHeHa. [IpoBeieHO cTeHTHPOBaHUE
JIEBOTO MOYETOYHHKA C MOJIOKHUTEIHHON TUHAMHUKON TO
JAHHBIM KOHTposibHOTO Y3U.

Knuanueckuit nuarHo3: X-CLEMJIEHHBIM PeIeccuB-
HBIN OKyioriepeOpopeHansHbIi cuaapom JIOY:

MukpodTanbMusi, BpOXKICHHAsT KaTapakTa, TOPH30H-
TaNbHBII HUCTArM; CHHAPOM DaHKOHH, JIEBOCTOPOHHHI
ypeteporunporedpos, oOCTpykTuBHas Hedpomarus
CpellHel CTENEeHH TSHKECTH ClieBa, BTOPUYHBIA XpOHHYE-
CKHM THeNnoHepHT, nepcuctupytomee TeueHue, [1Ho;
THTIOTUIA3UsT  MO30JIMCTOTO  Teja, HaauepedeuispHas
KHCTa, BHYTPEHHsI ruapouedanus. [enepannzoBaHHas
MBIIICUHAsl TMIIOTOHMS. BpoxaeHHbII mopok cepaua —
JIMIIII, HKO. BayTpuyTpoOHas ITUTOMETaIoBUPYCHAs
UH}EKITHSL.

[IpoBoauTcs Koppekiys peHansHoro cunapoma dan-
KOHHM (TIpenaparsl KajbLusl, OKCUICBUT, LIUTPAThl/ONKap-
OOHATHI), PTHOTPONHAS aHTHOAKTEepPHAJIBHAS TEparTHs
MHUKPOOHO-BOCTIAITUTEILHOTO TIpOIiecca, TPOTHBOBHUPYC-
Hast 1 UMMYHOCTUMY/IMPYIOIIAst TePAITHs.

BHEMOYEYHbIE NPOABJIEHUA NPU AYTOCOMHO-0OMUWHAHTHOM

NOJIMKUCTO3E NOYEK
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LENb UCCNEOOBAHNUA

OLIeHUTH YaCTOTY U XapaKTep BHETIOUCUHBIX TPOSB-
JICHUH y MAIIUEHTOB C ayTOCOMHO-TOMUHAHTHBIM TOJIHU-
kucto3om nouek (AJIIIII).

MATEPUAN U METOLbI

JlnarHos «ayTOCOMHO-JIOMHHAHTHBIA IOJIMKUCTO3
MOYEK» CTaBHJICS MPU BBISABICHHM Yy NMpoOaHAa KHUCT B
obenx moukax npu Y3W W HaTM4YUM yIBTPa3ByKOBOTO
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