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

15. Nyberg D., Mahony B., Hegge F. et al. Enlarged cisterna magna 18. Grinberg J., Nothrup H., Ardinger H. et al. Heterozygous dele-
and the Dandy-Walker malformation: factors associated with tion of the linked genes ZIC1 and ZIC4 is involved in Dandy-
chromosome anomalies. Obstetrics and Gynaecology. 1991. Walker malformation // Nat. Genet. 2004. Vol. 10. P. 105—305.
Vol. 77. P. 436—442. 19. Ulm B., Deutinger J., Bernaschek G. Dandy-Walker malforma-

16. Psboe U.U., Huxonaesa JI.T. IlpeHaTanbHOE yIBTPa3ByKOBOE tion diagnosed before 21 weeks of gestation: associated mal-
HabmoneHue cuHapoma Jdenau—Yokepa B 18—22 Hen 6epe- formations and chromosomal abnormalities // Ultrasound
MEHHOCTH // YAbTpa3ByKOBasi TUarHOCTMKA B aKyIIEpCTBE, Obstet. Gynaecol. 1997. Vol. 10. P. 167—170.
ruHekosoruu v neauarpuu. 2000. Ne 2. C. 155—157. 20. Elterman R.D., Bodenstener J.B., Barnard J.J. Sudden unex-

17. Klein O., Pierre-Kahn A., Boddaert N. et al. Dandy-Walker pected death in patients with Dandy-Walker malformation //

malformation prenatal diagnosis and prognosis // Child.

J. Child. Neurol. 1995. Vol. 10. P. 382—384.

Neur. Syst. 2003. Vol. 19. P. 484—489.
TMocrynuna 16.11.09

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

POCCUNCKWIA BECTHUK NMEPUHATOJIOMN U MNEANATPUN, 1, 2010
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