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JlaHbl coBpeMeHHbIE MpeACTaBJIeHus 0 cuHapome Jlennu— Yokepa: aHaTOMKsI BPOXKIEHHOTO Aed)eKTa, ITHONIOTHIECKHE H ATOreHe-
THYECKHE TUNOTE3bI, POJib HACJAeACTBeHHBIX (hakTopoB. [IpuBoaUTCS coOCcTBeHHOE HAOMoONeHne cunapoma Jlenau—Yokepa y Ho-
BOPOXKIEHHOTO pedeHKAa, Pe3yJabTaThl MATHUTHO-Pe30HAHCHO# ToMorpacduu. Bosbinoe 3HaueHne NpUIaeTcs paHHeil ANATHOCTHKE

CBOEBPEMEHHOI XUPYPrUYeCKOi KOPpeKuun.
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The authors give the present views of the Dandy—Walker syndrome: the anatomy of the congenital defect, ethiopathogenetic hypoth-
eses, and the role of congenital factors. They provide their observation of the Dandy—Walker syndrome in a neonatal infant and the
results of magnetic resonance imaging. A premium is placed upon its early diagnosis and timely surgical correction.
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BnepBHe onucaHue cuHapoma Jlenau—Yokepa ObL10
naHo noutu 100 sner Hazan, B 1914 . W. Dandy u
K. Blackfun B craTbe, MOCBSI1IEHHOI M3YYEHUIO PA3HbBIX
dopm ruapouedanuu [1]. CuHapoM oTIMYaCs BbIpa-
JKEHHBIM KJIMHUYECKUM MOJUMOPOUMOM. DTO TMoC-
JIy>KWJIO TIOBOJIOM [UIS1 JUTUTEBHON NMCKYCCUM, TaK Kak
BBICKA3bIBAJIOCh MHEHME, YTO Peyb UJET O COBEPLIEHHO
pa3HbIX, HO OJM3KMX MO0 CBOUM KJIMHUYECKUM MPOsIBIIE-
HusM 3a6oneBaHusx. Yepes 7 ner W. Dandy npoaHanu-
3UPOBaJl METOJIbl AUATHOCTUKU U JICUEHUST JAHHOTO TO-
poka; criycts 21 ron A. Walker npeyioxu BapuaHT ero
xupyprudeckoit koppexkiuu. B 1954 . damuium 3tux
NIByX HccliefoBaresieil Obuin 0ObeAMHEHbl B Ha3BaHUU
yKa3aHHOTO cCUHApoMma [2].

Cunapom [lennn—Yokepa — MOopoK pa3BUTHSI TOJIOB-
HOTO MO3ra, KOTOpbIA XapaKTepusyeTcsl TpUaaoi Mpu-
3HaKoB [3]:

— TUMoIUIa3ueit yepBs Mo3xkeuka (M nojymapui);
— pacumupenrem Il xenynouka a0 dopMupoBaHUs

KHUCTBI 3aIHE YeperHOo SIMKU U3-3a €€ YBEJIUUEHUS,

CBSI3aHHOTO CO CMEIIEHMEM BBEpX JlaTepabHbIX CHU-
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HYCOB U MO3EUKOBOTO HAMETA;
— BHYTpeHHei ruapouedanueii.

CyuiecTByeT onpenejeHHas BApuadebHOCTb KIMHU-
YECKUX MPU3HAKOB, UTO MOCIYKUJIO MOBOJOM ISl TTPO-
JIOJDKUTENbHBIX JUCKYCCUM MPU M3YYEHUU CUHIpOMA.
Y HeKOTOPBIX OOJBHBIX BBISIBJISIOT TMIOIIA3UI0 YEPBs
MO3XeuKa/uiu HeOOoJbIIMe KUCThl MPU HOPMATIbHOM
3alHeYEPEITHON ssMKe. B To ke BpeMst MOTYT OBITh ApY-
rue BapUaHThbl, KOTJAa TMOJHOCTbIO OTCYTCTBYET Y€PBb
MO3XeuKa, CTBOJI MO3ra OKa3blBaeTcsl HEIOCTATOYHO
pa3ButbiM. LlepeOpasibHble aHOMaJIMU, CBS3aHHbBIE C
cuHapoMoM eHnu—Yokepa, MOTYT BKJIIOYATh SIBJCHUS
IUcIuia3uu  (HelpoHaslbHAas TeTepOTONuUsl, IIMU3dHIIE-
danus, aucreHe3usi MO30JUCTOrO Tejla U TOJOMPO3dH-
uedanus). Tenepb 3TM HAXOAKU MPUHSITO PaclEHUBATh
Kak BapuaHT cuHapoma JleHau—Yokepa. MHorue uc-
clIeIoBaTeNIM CUYUTAIOT, UYTO BHYTPEHHSIsI TUuapouedanus
He TUIWYHA JJIS 111013, oHAa (OPMUPYETCSI HECKOIBKO
Mo3Xe U SIBJiseTcsl BTOpu4HoOii [4, 5]. YpoBeHb 00CTpYK-
LIMM CUJIbBMEBA BOJOINPOBOAA W TMPENATCTBUE TOKY
CMUHHOMO3TOBOI XUAKOCTU HAXOJSATCSI B MECTE BBIXO/I-
HbIX oTBepcTuii IV xenynouka.

CrneumManuctbl  MpeHaTalbHON  (DYHKIMOHATBHO
JIMarHOCTUKU BbIIEJSIIOT HOAHYIO VI HENOAHYH, A TaKXKe
3akpvimylo 1 omkpuimyro popmel cuHapoMa leHnu—Yo-
kepa [6]. TMonHas (opMa xapakTepusyeTcsl areHe3ueit
YepBs MO3Keuka W HaJUIMeM SIBHOW KOMMYHUKAITUU
Mexay IV kenynoukoM U KUCTOM B 00JaCTH OOJIbIION
uuctepHbl. HeronHast bopma — 3To yacTuuHasi areHe3us
HIDKHEW YacTH YepBsT MO3XeUKa, B CBSI3U C YeM KOMMY-
Hukanus IV kenynouka ¢ KUCTOW OOJBIION IMCTEPHBI

POCCUNCKWIA BECTHUK NMEPUHATOJIOMN U MNEANATPUN, 1, 2010

25




MIPOCTICKMUBACTCS HE Ha BCEM MPOTSKeHUU depBst. OT-

KpBITast U 3aKPBITast POPMBI PA3TNIAOTCS HATMIUEM WITH

OTCYTCTBMEM OKKJI03UU oTBepcTuii Jltoiike u Maxanau

1 COOOTIIEHNEM KeJTyIoYKa C TIOATIay TMHHBIM ITPOCTPaHC-

TBOM [7].

DTHOJIOTHSI CHHIPOMA JI0 CUX ITOP OCTAETCSI HESICHOA.
Cpenyt OCHOBHBIX TMTIOTE3 MOXKHO BBIICIUTD CICTYIOITIE:
— OCTaHOBKa 3MOPHMOHATBHOTO Pa3BUTHS B TIpOIEcCe

(opmupoBaHusi pPOMOOBUIHOIO MO3Ta;

— aTpe3us BBIXOMHOTO oTBepcTHs 13 IV xXemymouka mpu
OTCPOUYEHHOM OTKPBITUU OTBepCcTUs MaxaHnau [4];

— BO3HUKHOBEHME cocyauctoro cruierenust IV xemy-
JI0OYKa B CepelrHE TOHKOW KPBIIIM POMOOBUIHOTO
Mosra [5]. DTo npeanoyioxXeHue OCHOBAHO Ha JKC-
TIEPUMEHTAIBHBIX JTaHHBIX, TaK KaK aHAJIOTUIHBIC
(eHOMEHBI MOTYT HaOJIIOHAThCS Yy JIMHUU MBIIICH
C BpPOXACHHOI ruapoliedaineit, y KOTOPbIX OCTaeTCsI
BEpXHsIsl MeMOpaHHast 00J1acTh, Beaylast K O0JbIION
KUCTE MEXIY YepBEeM MO3XKEUKa W COCYIUCTBIM CIUIC-
teHreM. DopmupoBaHUe OOJBIION KUCTHI B 3aTHEH
YeperrHoi SIMKe HapyliaeT HOPMaJIbHBIA POCT YepBsI
MO3eUuKa U MO30JICTOTO TeJla.

CorjacHO COBPEMEHHBIM TPEICTABICHUSIM, 3THOJIO-
s cuHapoMa JleHnu—Yokepa Upe3BbIIaifHO TeTepOTreH-
Ha, TaK KaK B €r0 BOSHNKHOBEHWM TTPUHUMAIOT YIaCcTHE
pasHble (AaKTOPBI: HACIEICTBEHHBIC (XPOMOCOMHBIC U
TeHHBIE) U OK30TeHHBIe (TepaToreHsr) [6, 8].

YcraHOBIIeHa CBSI3b M30JMPOBAaHHOW (DOPMBI CHHII-
poma ¢ reHamu ZIC1 u ZIC4 [6]. Poxnenue mereit
¢ cuHapoMoM JleHau— Yokepa HaOI01aau U TIPU BPOXK-
NEHHBIX HapyIICHUSX MeTabosiu3Ma, HaIllpuMep, Ipu
OIHOU M3 (OPM 3-METHITIIYTAKOHOBOM alluIypun, CO-
ITPOBOKIAIONICICS PETUHOIATUE, TYOYIIPHBIMU pac-
CTPOMCTBaMM, aIllMI030M W YBEIMYCHUEM aKTUBHOCTH
TpaHCaMWHa3.

B 29—55% cnyvaeB cunapom deHau—Yokepa coue-
TaeTCsl C Pa3IMUHbIMU BPOXIEHHBIMU CUHApOMaMHu [9],
KOTOpBIC TIPEICTaBICHBI B TabauIle. B ¢BsI3W ¢ BBICOKUM
PUCKOM XPOMOCOMHBIX abeppaliii B KOMIUIEKC TIpeHa-
TaJIBHOTO 00CJIeIOBaHMS IIJIofA C TTOM03PEHUEM Ha CHH-
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npoM Jlennu—Yokepa peKOMEHAYeTCsl BKJII0oUaTh Kapuo-

tunupoBaHue [10].

Cpenu KUBOPOXICHHBIX JETEH YacToTa CHHIPOMA
Hennn—Yokepa HeBeiauka — oT 1:5000 [11] mo 1:25 000
[12, 13]; yaiie cTpagaloT MaJbUMKU. MexXmy TeM cpeau
IeTeil ¢ BPOKIEHHO! rumpoliedanneil yacToTa BCTpeya-
eMOCTH CHHIpoMa KoJjiebseTcs oT 3,5 mo 12%. B cBa3u
C 3TUM TIepPBOHAYAILHO IMArHO3 OOBIYHO YCTaHaBIIMBA-
eTcsT B HEMpPOXUPYPrUYeCKUX KIWHUKaX. IlepuHaTaib-
HbI€ MCXOJbI BO MHOTOM 3aBUCSIT OT IJTYOWMHBI ITOPaKEeHUST
LIHC (Hapacraromias rugpouedanus), a Takke OT HaJli-
YIS COUETAaHHOM MaTOJIOTUH, KoTopasi B 60—75% cinyvaeB
COMpPOBOXAAeT JaHHbI cuHapom [11, 14]. I1porHos ans
SKU3HU U 3[I0POBBST BAPbUPYET OT MPAaKTUYECK HOPMaJTb-
HOTO TIOCTHATAJLHOTO Pa3BUTHUS IO TSIKEIOW WHBAMI-
HOCTHU U faxe rudenu pedenka [10, 15]. [To naHHBIM JU-
TepaTypbl, TTOKa3aTeJIM TTOCTHATAILHON 3a00JIeBaeMOCTH
M CMEPTHOCTHU BBIIIE B TeX CUTyallMsIX, KOTJAa CUHIPOM
MMAarHOCTUPOBAaH B TIpeHaTaTbHOM Tiepuome. [locTHa-
TaJIbHOE Pa3BUTHE Y TAaKMX JETCH MMeeT Oojiece cepbhe3HOe
OTKJIOHEHME B HEBPOJIOTMUECKOM cTaTyce [16].

ITo nanHbIM ayToricuit cuHapoM [deHnu—Yokepa oT-
JINYAETCS BIpaXKeHHBIM moJiuMopdu3MoM. B 68% ciyua-
€B OH COYETAeTCs C APYTMMMU TTOPOKaAMU FOJIOBHOTO MO3ra:
areHe3meil MO30JIMCTOTO Tesla, TeTePOTOIHE, aHOMAaITH-
eif M3BMJTMH, CTEHO30M CWJIbBHMEBa BoJOIpoBoaa. MHOT-
ITa MOXET TTOJTHOCTBIO OTCYTCTBOBATh UePBbh MO3XKEUKA,
CTBOJI MO3Ta OKa3bIBaeTCsl HEMOPA3BUTHIM, UTO CBSI3bIBA-
0T C TeHETUYECKUMM AeheKTaMu HEPBHOM TPYOKHU.

TpynHoctu auddepeHImaibHOro auarHo3a ycyryo-
JITIOTCS U TeM, 9TO Tpyboe pacuImpeHne OOKOBBIX XKe-
JIYIOYKOB HE BCErIa KOppeIupyeT ¢ pa3MepoM KUCT
B IV xenynouke.

J1JIst CBOEBPEeMEHHOTO YCTAHOBJICHUST IMarHo3a peKo-
MEHIyeTCS CIICIYIONINIA ITaH 00CIeoOBaHMS peOeHKa:

— TMpOBEICHNWE MarHUTHO-PE30HAHCHOM ToMorpadbun
TOJIOBHOTO MO3Ta C CAaruTTaJIbHBIM M aKCUJUISIPHBIM
0630poM 1V kenynouka; MOMCK IPYrMX aHOMaIUid
Pa3BUTHSI TOJIOBHOTO MO3Ta;

— odrarpMoIoTnIecKoe 00C/IeIOBaHNE;

Tabauya. Bpoxnennbie CHHIPOMBI, CodeTaomuecs ¢ cuuapoMoM Jlennn— Yokepa

CuHIPOMBI KauHuyeckue npusHaku

DTHonorus

PaznnyHbie XpOMOCOMHBIE

aHoOMaJInu u CUCTEM

Cunapom Yokepa—BapOypra
(Walker—Warburg)
MMOITATUHI U AP.

3C cuHapOM (KpaHMOMO3KEU-
KOBO-CepIeYHas TUCIIIa3usl,
Ritscher—Schinzel cuaapom)

PHACE-cunnpom

M JIp.

[NopaxeHue pa3mTUIHBIX OPTaHOB

JIuccaHuedanus, peTuHalIbHast TUC-
TJ1a3usi, aHOMaJINU TJ1a3, SHIledaolerne,

3amepkKa pocTa, IIOPOKM cepria (cerm-
TaJIbHbIe Ne(EeKThI), TUTIEPTEIOPU3M

ApTepI/IaI[BHLIe aHOMaJIMM, BKJIIo4Yas

XPOMOCOMHBIE IeNIELIH, YIIMKALAN,
TPUCOMUH, TPUTITIOUIUN

Myraiuu renHoB POMT1 (tokanu3zaius 9q34.1),
POMT?2 (14q24.3), FKTN (9q31) u nop.
TuI HacIeTOBaHMS ayTOCOMHO-PELIECCUBHBII

[en He yctaHOBIEH. TuIr Hacae1OBaHUS
ayTOCOMHO-PEIECCUBHBII

DTHOJIOTUS HEU3BECTHA

KOApPKTAIIMIO a0PTHI, Te(heKThI Cep/Ia,

a3 (MUKpoodTaabMus)

PHACE — Posterior fossa, Hemangioma, Aortic, Cardiac and Eye abnormalities
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— axokapauvorpabus;
— KapMOTUITMPOBAaHWE NMPU HATWMYWUA APYTUX ITOPOKOB

Pa3BUTHS;

— KOHCYJIBTallisI HeMpOXUpypra.

YrBepxaator, 4to rpu cuHapome dennn—Yokepa jie-
TaJbHbIA MUCXOJ HACTynaeT oT uieMuu Mosra [13]. ITpu
OTCYTCTBMU COMYTCTBYIOLIMX MOPOKOB Pa3BUTHS TPOTHO3
Oosiee GaaronpusTHbIii. [IporHoCTUYECKUM KpUTEepreM
HEOJIarONPUATHBIX MCXOIOB SIBJISICTCS] HE TOJIBKO MaJTbIi
pa3mep Mo3xkeuka, HO U ero aucrenesus [17]. o 50%
OTICPUPOBAHHBIX W OCTABIIMXCS B XXWBBIX IETCH MOTYT
UMETb HOpMasibHOE pa3BuTHe. [Ipu HabmoaeHuu 3a Je-
TbMM OOJIbIIIOE 3HAYEHME MPUIAETCS 00s13aTeJbHOMY U
peryjsipHOMy KOHTPOJIIO 32 YPOBHEM BHYTPUUYEPEITHOTO
JIaBJICHUSI.

Hecmotpsi Ha coBepllieHCTBOBaHUE MpeHATAIbHOM
VABTPa3BYKOBOW NTMAarHOCTUKM, KOTOpasl TTO3BOJISICT BbI-
SIBISATH cuHApoM Jlenau—Yokepa yxe ¢ 15-16 Hen rec-
taiuu [18], B psiie ciaydaeB aBTOpPbI OTMEYalOT OObeK-
TUBHBIC CJIOXKHOCTU BU3YaJU3aIlMM TOHKUX CTPYKTYD
rOJIOBHOTO MO3ra B paHHUE CPOKU OepeMeHHocTH |7, 18].
B yactHocTH, pazmep 1V xenynouka go 22 Hen GepeMeH-
HOCTH He npeBbiiaet 1 MM (1) ¥ JIUIIb K CPOKY TOHOIIIEH-
HOI1 6epeMEHHOCTU yBEIMYMBAETCs 10 3—4 MM.

Puc. 1. HoBopoxnennsiii ¢ cunapomom lenau— Yokepa.
OOBsICHEHUS B TEKCTE.

Ilemposa JI.A. u coagm. CuHppom [enan—Yokepa y HOBOPOXAEHHbIX

IIpeHaTanbHasi AMaArHOCTUKA CUHIPOMA OCJIOXHSIET-
csl TIPYM HAJIMYMU IKCTPAKpaHUaIbHbIX aHOManuit. Ca-
MBIMU YACTBIMU COYETAHUSIMU SIBJISIIOTCS KOMOWHALMU
¢ MOpPOKaMHU cepAlia ¥ paclleJIMHaMU JIMLA; CPEAU IPYTUX
aHOMaJIMi1 MO3ra HauboJiee YacTo BCTPEYAIOTCSl areHEe3Usl
MO30JIMCTOTO TeJjia, MaTOJOTUsl U3BWJIMH MO3ra U KUCThI
COCYAMCTBIX cruieTeHuit [11].

B kiMHMYecKO#l KapTWHE Ha TEpBbIA IJIaH BBICTY-
MalT CUMNOTOMBI ruapouedalTuu B BUAE YBEJIUYECHUS
OKPY>KHOCTHU T'OJIOBBI, BbIOYXaHUsI OOJIbIIOTO POJHUYKA.
Y HOBOPOXIIEHHOTO OTMEYAeTCsl MOBbILIEHHAS! BO30YIM1-
MOCTb, BbIpaK€Ha IJla3Hasi CAMITOMATHKa (CIIOHTAHHbII

Puc. 2. Marautno-pe3oHancHas TOMOrPaMMa HOBOPOXKIEHHO-
ro ¢ cuHaApoMoM /leHnu— Yokepa—BHYTpeHHsIs ruipouedanms.
Ha akcusiapHbix T,-B3BELIEHHBIX TOMOTpaMMax (a, 6), mosy-
YEHHBIX C ITIOMOIIBIO UMITYJILCHBIX TTocienoBaTebHoCTel TSE
u FLAIR, BbIsiB/ISIETCSl BbIpaXK€HHAsT TUIOIIA3UsT MO3XKEUKa.
Ha cpesax, mpoxonsinux Baiiie (B, T), 6okoBbie u I11 xemynou-
Ku pacmmpensl. Ha KopoHapHom u carutranbHoM T -B3Be-
ILIEHHBIX N300paXkKeHUsIX, MOJTYYSHHBIX C TTOMOLIBIO UMITYJIbC-
HbIX TtocenoBatenbHocTelt SE (1) u GE (e), nonosHuTeIbHO
OIpeIeIIIeTC YaCTUIHOE COXPAHEHNE YePBSI MO3XKEUKa, YBe-
nunyeHue oobema IV xenynouka v 6a3ajbHBIX LIMCTEPH TOJIOB-
HOTO MO3ra, ICTOHYEHHE MO30JIMCTOTO Tejla, KOTOPOE XOPOIIIO
BuaHO Ha GE T -B3BeIIEHHOM M300paXeHMMU (€).

TSE — 6wicTpoe cniuHoBoe 3x0; FLAIR — nHBepcusi-Boccra-
HOBJIEHUE ¢ TToaaBieHueM MP-curHana nepedpocnuHalIbHON
xunakoct; SE — cimHoBoe x0; GE — rpagreHTHOE 9X0.

POCCUNCKWIA BECTHUK NMEPUHATOJIOMN U MNEANATPUN, 1, 2010

27




HucTtarMm, Kocorynasue). OnHako B 3TOT paHHUI MEepuo
SKU3HU BBISIBUTH MO3KE€YKOBBIE CUMITTOMBI HE YIaeTCsI.

[TbiTasicb 0OBSICHUTH MHOTOOOpa3ue OOHapyXKUBae-
MBIX HEBPOJIOTMYECKIX CUMITTOMOB, HEKOTOPBIC aBTOPHI
TIPEIITOJIaTaiv, YTO BHYTpUIEpETTHAsT TUTICPTeH3YSI, TH]I-
poriedanusi, TapaJIudd YepeIrTHbIX HEPBOB MOIJIM OBITH
BBI3BaHBI BPOXICHHBIMHU IehOpMaldsIMu KOCTEH oOc-
HoBaHWUs 4yeperna. CUMTAIOCH, YTO TIPOUCXOMISIIEE CIaB-
JICHWE CTBOJIOBBIX CTPYKTYP CIIOCOOCTBYET IOSIBIICHUIO
HHCTarMa, KOCOTIJIa3usl, CIIaCTUIeCKUX Mape3oB U Tapa-
JINYEi, TUTIepaKy3uM U CHXKEeHUo uHTeiekTa [19]. Tem
He MeHee, MepBble KIIMHNYECKUE CUMITTOMBI Y HOBOPOX-
JMEHHBIX TIOSIBJISIIOTCS paHbIlle, YeM TUIpoledanus cra-
HOBUTCST OYeBUIHON. Yeperm HOBOPOKIEHHBIX YBEIUIN-
BaeTcs B pa3Mepax ObICTpee B OKIIMITUTATBHOIM, YeM BO
dpoHTanbHOI 061acTu. HeBponornueckue auchyHKIMN
Yy HOBOPOXKIEHHBIX (aITHO3, HUCTArM, aTaKCHsI, TIape3 JIM-
1IeBOT0 HEpBa U rurieppedaekcus) 00bIYHO 00YCIOBIIEHbI
KOMITPECCUE MO3TOBBIX CTPYKTYp. It meteit ¢ cCUHI-
pomoMm JleHnu—Yokepa xapakTepeH ObICTPbIif POCT OK-
PYKHOCTH TOJIOBBI B TEUCHUE TMEPBBIX 2 MeC XU3HU; pac-
XOXICHUE YEPEITHBIX IITBOB OOJIBIIE C3aIM VUIA CIIEPEIH.
B Takoii ke mocaenoBaTeIbHOCTH TTPOUCXOTUT UCTOHYE-
Hue KocTeit yepena [13, 17, 20].

IMpuBoaum cobcTBeHHOE HAOIIONEHUE HOBOPOXICH -
HOTO pebeHKa ¢ cuHapoMoM JleHnu— Yokepa.

MaJTBYMK POIUIICS Y MOJIOIBIX ¥ 3IOPOBBIX POIUTEIICH
(matepu 30 set, oty 32 roma). laHHasi 6epeMeHHOCTb
TpeThsI, TIpOTeKayia Ha (hoHE ypearura3MeHHOW UM MUKO-
IJTa3MEHHON WHMEKINKM (IMarHOCTUPOBAHBI METOIOM
MoJIMMepa3Hoi 1iernmHoi peakiuu) Bo 11 tpumecTpe 6epe-
MEHHOCTH U I1alieHTapHoi HegocTatouHocTH B 111 Tpu-
MecTpe. [Ipm ynbTpa3ByKOBOM HCClieoOBaHUU B 36 Hex
0epeMEeHHOCTU Y IJIoja ObUIO BBISIBJIEHO pacllMpeHue
OGOKOBOI ITMCTEPHBI TOJIOBHOTO MO3Ta, eAMHUYHAS KHCTa
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Tunodocdaremns, runepdocharypus u Jeuenune onchochonaTamu HOBOPOKIAEHHBIX C TeHEPATU30BAHHOM
apTepHaAIbHON KaJbl(puKanuein

Hypophosphatemia, Hyperphosphaturia, and Bisphosphonate Treatment Are Associated With Survival Beyond
Infancy in Generalized Arterial Calcification of Infancy

F. Rutsch, P. Boyer, Y. Nitschke, N. Ruf, B. Lorenz-Depierieux, T. Wittkampf, G. Weissen-Plenz, R.J. Fischer, Z. Mughal, J.W. Gregory,
J.H. Davies, C. Loirat, T.M. Strom, D. Schnabel, P. Niirnberg, R. Terkeltaub, GACI Study Group

Circ. Cardiovasc. Genet. 2008. Vol. 1. Ne 2. P. 133—140.

N3BecTHO, 4TO TeHEpaTM30BaHHAs apTepraibHasT KaablUOUKAIMI Y HOBOPOXKISHHBIX YaCTO MPUBOANT K JIETATbHOMY
ucxomy. [Ipu aToM 3P HeKTUBHOCTH KaKOI-IM00 Tepanuu, B TOM uncie ouchochoHaTaMy, Ha CETOMHSIIHUN AeHb HE 10
KOHIIa u3y4yeHa. ONbIThI, MPOBEIEHHbIE Ha MBIIIIAX, TOKA3aJly, 4TO B TpymIe ¢ Hu3KodocdaTHoit ueToli ypoBeHb BEIKMBA-
€MOCTU 3HAYUTEHHO BHIIIIE.

ABTOpaMu MPOBEAEHO MYIBTUILIEHTPOBOE UCCIIEIOBAHNE U PETPOCTIEKTUBHBIN aHAN3 TaHHBIX 55 HOBOPOXKIEHHBIX C Te-
HepaJIM30BaHHON apTepuallbHON KadbIIM(MUKAIIMEN ISl ONpeaesieHrs IPOTHOCTUIeCKUX (hakTopoB. deBsitHaanath (34%)
MAIMEeHTOB MePeXUIN KPUTUISCKUT MitaieHuecKuil mepuon. M3 17 meteii, momydyaBimx jiedeHue orchochoHaTaMu, BbI-
xumn 11. W3 26 meteit, mpoxXuBIIKX 1 CyT mociie pOXISHUST M He MOJyJaBIIKX JedyeHre ouchochonaramu, auib 8 (31%)
MPOXWJIU J0JIblIE MeproAa MianeHYecTBa. MoeKyISIpHO-TeHETUYECKNE MCcCleN0BaHus BeISIBUIM 40 pa3IMyHbIX TOMO3M-
TOTHBIX MJIM KOMIAyHIHBIX T€TEPO3UTOTHBIX MyTallMi, BKIOUYast 16 mepBUUYHBIX MyTaluii B reHe ENPPI, KoTopbie ObUTN
obHapyxeHbl y 41 (75%) mauuenTa u3 55. M3 atux 41 nanueHToB 29 (71%) nmorubiau B MianeHUYeCKOM BO3pacTe (B CpeIHEM
B Bo3pacte 30 aHeit). Cemb u3 14 neteit 6e3 ENPPI myTtaiiuit moru6;1u B Bo3pacte okosio 9 nHeit. [1py Haauyuuy B o6oux aj-
sensix (5 mereit) myrauust p. P305T Bo Bcex citydasix acCOLMUPOBaach CO CMEPThIO B MJIaJICHYECTBE.

3akiIoueHne: MyTallui KOIUPYoIIero pernoHa £NPPI coueTaroTcsl ¢ TeHepaIu30BaHHOI apTepruaabHON KalbIIu(prKa-
IMeil y HOBOPOXKIEHHBIX TPUOIU3UTEIBHO B 75% ciydaeB. 3a UCKIIOUeHUEeM MyTauu p. P305T, KoTopasl sIBIISIETCST JIeTalb-
HOIi B clydyae IMPUCYTCTBUS B 000uX ajiensx, ENPPI myTaliuu He BIUSIOT Ha MPOAOKUTEIbHOCTD K1U3HU. Ha BpXMBae-
MOCTb NTAalIMEHTOB BIUSIOT rurnodocharemusi, runepdocdarypus u JeueHue ouchochoHaTamu.

Pedepent U. M. Acmanos
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