KniHiyHa reHeTUKa i nepMHaTanbHa giarHocTuka, Bun. 1, 2013

Pesyasratel m o0cyxnaenme. Ilpn aHamm3e pacnpoCTpaHEHHOCTH BPOXIECHHBIX IOPOKOB pPa3BUTHUS
Y HOBOPOXAECHHBIX aHOMAJIUU MOYEBOM CUCTEMBI 3aHUMAIOT IIToe MecTO (2,19 %0) cpeau Bcex MOPOKOB.
Cpeau TI0I0B MYXCKOIO I10JIa JaHHbIe aHOMAJIUK BCTpedanuch vaiie (59,3 %) yeM y IIoA0B KEHCKOIO
nona (40,7 %). Ilopoku pa3BUTHS TTOYEK OBbLIU IIPEACTABICHBI TUAPOHE(PPO30M OJHO- VI ABYCTOPOHHUM
(37,1 %), MyAIBTUKUCTO30M OAHO- WK ABycTopoHHUM (30,8 %), areHesueii/runormiasueii nouek (17,3%)
M TMOJUKKUCTO30M OAHO- WU IBYCTOPOHHMM (14,8%). I1oaMKKUCTO3 y JIUII MYKCKOTO IOJia BCTPEYascs
B 3 pasa yaiie, MyJIbTUKICTO3 — 1,8 pa3a, rugpoHedpo3 — B 1,5 pa3za. Toabko areHe3usl/TUITOILIA3Ks 110-
YyeK IIpeBajrpoBalia y JIMI XeHcKoro mona B 1,8 pa3. PakropaMu prucKa pa3BUTHSI aHOMAIUA MOYEBOM
CHUCTeMbI ObLIU: 10 TIoga — Myxkckoit (OR = 1,5; 95 % CI 0,4-3,2), Bo3pact 6epemeHHoit (mo 20 net)
(OR=1,2;95% CI10,2-7,6), Bropast (OR = 3,0; 95 % CI 1,1-7,5) u TpeThbst 6epeMerHOCTb (OR =2.2; 95 %
CI10,2-16,6), peTomnanentapHas HemoctatouHocTh (OR =1,1; 95 % C1 0,3-3,9), o6BUTHE ITyHOBUHLI LU
mwrona (OR = 1,6; 95 % C10,4-4,6), manoBoaue (OR = 3,9; 95 % CI 1,6-4,8).

BoiBoapl. Cpey IJ10I0B MYXKCKOTO I10J1a aHOMaJIMM MOYEBOM CUCTEeMBI BcTpevalores vaiie (59,3 %).
HauGonee pacnpocTpaHeHHbIM SBJsieTcs TUApoHedpo3 (37,1 %). dakTopaMu pucKa pa3BUTUSI aHOMAIUI
MOYEBOI cuCTeMBbl ObLIM: MOJ TI0JAa — MYXCKOM, Bo3pacT 6epeMeHHoI (10 20 JieT), BTopasi U TpeThs 6epe-
MEHHOCTb, (peToIlIalieHTapHasI HeTOCTATOYHOCTh, OOBUTHE ITyIIOBUHBI IIIeH ILIOAA, MaJIOBOINE.

MOHHUTOPUHI BPOXK/JIEHHBIX IIOPOKOB
B CUCTEME MEJUKO-TEHETUYECKO! CJIYXBbI CAHKT-TIETEPBYPTA

Pomanenko O. II., Bepaunckaa J]. K., Kysneuosa E. IO.
TKY3 Jluaenocmuueckuii yenmp (meduxo-eenemuueckuii), Cankm-Ilemep6ype, Poccus

BBenenne. B mociaenHue rogbl 0ocoboe BHUMaHME yAEIsIeTCsl IIpoOIeMe YBeIMUIeHUSI YaCTOThl BPOXK-
JIeHHBIX TOpoKoB pa3BuTus (BIIP).

B Cankr-IlerepOypre Bemercst MoHUTOpuHT BIIP y neTeit mo 3 jetT, B TOM 4uciie Y HOBOPOXICHHBIX
10 PETUCTPAllMi POOMIBHBIX JOMOB. B 3amaum MOHUTOpMHTA BXOIUT CO3MaHKe 0a3bl JaHHBIX SITUACMHO-
smormyeckoil madpopmanuu o BIIP, HabmoneHre 3a 4acTOTOM OTIEIBHBIX BPOXIESHHBIX IIOPOKOB, OLICHKA
BIMSTHUS (DaKTOPOB PHCKa, CBSI3aHHBIX C OKpYKaloIleii cpenoii. B paboTe mpoaHanm3upoBaHbl JaHHEIE MO-
HutopuHra ¢ 2000 o 2012 roa, npociaexeHa IMHAMKMKA YacTOThI 3aperucTpupoBaHHbiX BITP, mpoBeneHa
olleHKa (paKTOPOB pHCKa, CBSI3aHHBIX C OKpYyXKaloleit cpemoil. JlaHHbIe MOHMTOPUHTA JAIOT BO3MOXHOCTD
OLIEHUTb 3 (PEKTUBHOCTD MPEeHATATbHOM TMarHOCTUKMY, mpoBoauMoil B CaHkT-IletepOypre.

Pesynsrarsl. 3a 2000-2012 rr. B Cankr-IletepOypre 3apeructpupoBaHo 13680 BpoxXIeHHBIX IOPOKOB,
M3 HUX Y HOBOPOXIEHHBIX — 5164. AHanmu3 yactothl BITP y meteit no 3 net (2000 — 2009 1. poxXaeHWsT) BbI-
SIBUJI CHIDKEHUE 3TOM 4acToThl ¢ 29,4 %0 B 2000 romy 10 22,9%0 B 2009 . B T0 e Bpemst yactota BIIP,
perucTpupyeMasi cpeiu HOBOPOXIEHHBIX, yBeauumiach ¢ 12,1%o0 B 2000r. mo 16,2 %o B 2012 1. DTO YBEIU-
YeHME CBI3aHO C yaydlleHreM nuarHocTuku BITP npeHaTaabHO U Yy HOBOPOXIEHHBIX, a TAKXKE C 0OJIbIINM
BHUMMAaHUEM K UX PETUCTPALIUU.

C HauboJbIlIeH YaCTOTOI BCTpeyaloTCs MOPOKU pa3BuTus cepaedyHo-cocyauctoid (CCC) u KOCTHO-
MmbimreyHou cucteM (KMC), Ha 10110 KOTOphIX Tpuxoautcst 6osee 50% Bcex peructpupyeMbix BITP. 3a mo-
ciaenHue 5 aet HeckobKko cHusmiaach yactora BITP CCC — ¢ 9,35 %o 82005 1. 10 7,98 %o B 2009 1. Yactora
MOPOKOB KOCTHOM CUCTEMBI CYIIIECTBEHHO HE U3BMEHUIACH.

MonutopuHr BITP npeamnonaraet usydyeHue BAUSHUS 9KOJIOTUYECKO 0OCTAaHOBKH B ropojie Ha GOopMu-
poBaHue BIIP y neteil B 3aBUCMMOCTU OT MeCTa MPOXKMBAHUSI CEMbU pedeHKa, 0COOEHHO XXEHIIUH BO BpeMsI
o6epeMmeHHocTH. CoBMeCTHO ¢ JJabopartopueii akoreHeTuku CaHkT-IlerepOyprckoro IlennaTpruueckoro Me-
JULMHCKOro YHUBepcuTeTa (3aB. — npod. O. M. AHylaHen) n3ydyeHo BAMSHUE 9KOJIOTHUYECKO 00CTaHOBKU
Ha yactoTy BITP y HoBopoxaeHHbIX B 12-Th paitoHax CaHkT-IleTepOypra. B pesynbrare aHajimza 3KOJI0TU-
YeCKOl CUTyallu B pailoHaX ropojia Mo KOMILIEKCHOM OLIEHKE BblAeJeHbI paiiloHbI C HanboJjee HebIaronpu-
SITHOM 3KOJIOTMYECKOU 00cTaHOBKOM. OMHAKO, MPSIMOI KOPPEISLIUOHHOMA 3aBUCUMOCTH MEXAY 3KOJIOTU-
yeckoit 0octaHoBKOM 1 yacTtotoit BITP y HOBOpoXIeHHBIX B pa3pe3e palloHOB ropoja He MOJIyYeHO.

BroiBoapl. D¢ (heKTUBHOCTD MpeHATaIbHOM AMAarHOCTUKM MOXHO OLICHWUTh MO AWHAMUKE OOIlei Ya-
ctoThl BITP, yacToTtaMm oTne/IbHBIX ITOPOKOB, a Takke CHUXeHHUIo noau BITP B MmiageHUecKol CMEpPTHOCTH
¥ uHBanuau3auuu aeteii. CHXeHue oobieid yactotel BITP cBsg3aHO ¢ yaydylieHrueM METOA0B IpeHaTalb-
HOI AMarHOCTUKY U BBEIEHUEM 3a OTU T'OJbl HOBBIX METOA0B, HAIpUMep, KOMOMHUPOBAHHOIO CKPMHUHTA
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B 1 TpuMecTpe OepeMeHHOCTH. YTO KacaeTcst OTHEIBHBIX IIOPOKOB, TO METOABI IIPEHATATBHOI TUATHOCTH -
ku (Y3/1, OnoXxyuMru4IecKre M MATOTEHeTUIECKIE METOIbI) ITO3BOIMIIM 3HAYNTEIBHO CHU3UTD yacToty BITP
LeHTpaJIbHOU HEpPBHOU cuUcTeMbl, MHOXeCcTBeHHbIX BIIP, 6oyie3Hu JlayHa U HEKOTOPBIX APYTUX IMTOPOKOB.
DTO CHIKEHHE HAIIIO CBOE OTpaXkKeHNEe B MIIAICHICCKON CMEPTHOCTY M MHBAJIMIU3ALMU aeTell. MiamgeH-
YyecKasi CMEPTHOCTD OT IIOPOKOB pa3BUTUsI cHU3MAch ¢ 1,8 %o B 1997 roay 10 0,7 %o B 2008 1. CHIXKeHME
JNETCKOM MHBAJIMIHOCTYA 3aBUCHUT KaK OT IMPEHATAJIbHOM NIMArHOCTUKM, TaK U OT MEPOIPUSITUI, BKIIIOYA-
IOIIMX PaHHIO OUATHOCTHUKY, XMPYPrUIecKylo Koppekiuio psma BIIP, peabumuTaiiiOHHBIX MEpPOIIPUSI-
tuii. [lonst BITP B neTckoif MHBAIMAHOCTU B pe3y/IbTaTe 9TUX MEPONPUATUIA cHU3MAaCh ¢ 29 % B 1996 . 0o
23,7 % B 2008 1. lanbHeiilnee BeAeHUe U aHAJIA3 JaHHBIX MOHUTOPUHTA BHECET CBOI BKJIaJ B 0OOCHOBAaHHOE
NpoBeaeHre NPOMIAKTUICCKUX U JICYCOHBIX MEPOIIPUSITHIA.

N3YYEHUE AKTUBHOCTU ®EPMEHTOB TP MYKOITOJIMCAXAPUJTO3AX

Camamxozol /., baanosa M. @., Kamaauesa b. O., Hopaesa A. K., Abuavounosa I. 2K.
AO «HayuonanvHbulii HayuHblil yeHmp mamepuncmea u dememea», Acmana, Kazaxcman

BBenenne. B coBpeMeHHO#I MeaUIIMHE OMHOM M3 OCHOBHBIX aKTyaJbHBIX 3amad SIBJISIETCS IIpo0Oiema
paHHe# TMarHOCTUKM U JIeYeHUsI HacJIeJCTBEHHBIX 00JIe3Hell 0OMeHa BelllecTB. B HacTosiee Bpems: nMe-
IOTCSI aAeKBaTHBIE METOIBI ITATOreHETUYECKON Tepaluy IS MHOTMX HO30JIOTMYECKUX (hOPM, KOTOPHIE,
0COOCHHO HA paHHHUX 3Tallax, MO3BOJISIIOT CMSITYUTh TSLKECTh 3a00JIeBaHUS M, B ONPEAeAEHHBIX CIIyJasXx,
JOCTUTHYTb CTOMKOM PEMUCCHUM WJIM OTHOCHUTEJIFHOTO BEI3HOPOBJIecHNSA. MI3BeCTHO, YTO ITepBUYHBINI 1e(DeKT
(bepMEHTOB IIpU pa3HBIX TUIAX MYKOIIOJIMCAaXapyI03a pa3IndeH, U B HACTOSIIee BpeMsT MICHTU(UIINPYET-
CsI METOZIOM OIIpeAeNICHUSI aKTUBHOCTU (PEPMEHTOB M3 CYXMX IISITEH KPOBHU.

C 1enbio YTOYHEHMST TUTIOB MYKOITOJIMCaxapua03a ObLIO IPOBEACHO M3YyYCHHUE MEPBUYHOTO dedeKTa
(bepMeHTOB 11 Ha3HAYEHUS (PEPMEHTO3aMECTUTEIbHOM TepaIuu.

Marepuaibl 4 MeTOabl. METOIOM TaHAEMHOU MacC-CIeKTPOMETPUM Y 22 MALIMeHTOB Oblla U3yYyeHa aK-
TUBHOCTh (DepMeHTOB: B — galactosidase, a — iduronidase, iduronate-2-sulfatase, arylsulfatase-B B cyxux
nsaTHax KpoBu. IIpu nmpoBeneHUMH TaHAEMHON MacC-CHEKTPOMETPUM MCIIOAb30BAIMCh CTaHAAPTHI OIlepa-
roHHoi aesateapHoctu (COIT).

Pesynsrarel. B pe3ynbrate ncciaenoBaHus AUArHO3 MYKOMOJIKcaxapuao3 Obu1 moarsepxaeH y 10 (42 %)
nauueHToB. Cpeay HUX MIIC 1 Tuna yctaHoBJEH y 3 MaMEHTOB, Y KOTOPBIX ObLTIO 0OHAPYKEHO CHIXKEHUE
aKTUBHOCTU ¢hepMeHTa o-L-uayponuaasel o 33,6 npu HopMme 450-2614 nmol/spot*20h. ¥V 3 mamueHTOB
OTMeYaJIoCh CHIKeHMe epMmeHTa iduronate-2-sulfatase mo 0 mpu Hopme 0,02-0,25 nmol/spot*21h, yTo Xxa-
pakrepHo miss MIIC Il tuna. B 1 % ciydaeB Ob11 o6oHapyxxeH MIIC IV tuna, y namumeHTa oOHapyXeHO
cHXeHue ¢epMeHTa [-galactosidase o 0,11, uto B 5-10 pa3 HUXXe HOpMaJTBHBIX TTOKa3aTenein. CHUXeHUe
depmenTa Arylsulfatase - B mo 0,03 mpu Hopme 0,14-0,7 nmol/spot*21h oTMedanaoch y Tpoux MalleHTOB,
yTto xapaktepHo MIIC VI tuna.

IMTanueHTaMm, y KoTopbix noarBepxkaeH auarHo3 MIIC 1, 11, VI TunoB Ha3HauyeHa (pepMEHTO3aMECTH -
TeJbHasd Tepanus. [Ipu cBoeBpeMeHHOM Ha3HAYEHUM Tepanvu y NalleHTOB OTMEYAICSI ITOJIOKUTEIbHBINA
KJIMHUYECKU OTBET B BUIE YBEJAMUYCHMUS MOIBMKHOCTU CYCTABOB, CHMXKEHUS BBIPAXXEHHOCTU OOJIEBOTO
CUHJIpOMa, YJIYUIIECHUS AbIXaHWS, HOpMaIU3alu CHa.

BoiBoapl. TakuMm o00pa3oM, CBOEBpeMEHHas AMArHOCTMKA — W3MEpeHHE aKTMBHOCTU (DEPMEHTOB
M Ha3HauYeHUe oINpeaeeHHON (pepMEeHTO3aMeCTUTEIbHOM Tepany IMO3BOJISIET YAYUIIUTh Ka4eCTBO XXU3HU
MNalMeHTOB.



