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Newborn screening of Gaucher diseases is important because of the development of treatment options that improve clinical out-
come. The diagnosis of Gaucher disease relies on demonstration of deficient glucocerebrosidase enzyme activity in peripheral

blood leukocytes.
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acJenCTBEHHbIE 001e3HU 0OMEHa BEIECTB BHOCST

CYILIECTBEHHBII BKJIaI B CTPYKTYpPY 3a00J1eBaeMO-

CTH, MJIaJICHYECKON CMEPTHOCTU U IETCKOU MH-
BanuaHocTu. Cpenu 3THX 3a001eBaHUl OTAEILHOIO BHU-
MaHUsI 3aCTy>KMBAIOT JIM30COMHBbIE 00JIE3HM HAKOILJICHUSI.
bonesns Notie saBasieTcst ogHOM U3 HanboJiee pacipocTpa-
HEHHBIX HacJIeACTBEHHbIX (pepMeHTOnaTuit, opMUPYIO-
LIMX TPYIITY JU30COMHBIX 00JIe3HEel HaKoruleHUs. TrI Ha-
CJIeOBaHUs — ayTOCOMHO-peliecCUBHbIN. [IpuurHa cBsi-
3aHa ¢ gedekToMm reHa GBA, KoagupylolieM JU30COMHbBII
epmeHT GeTa-raokouepedposunasy (EC 3.2.1.45). Oc-
HOBHbIE KJIMHUYECKE MPosiBIeHUs 6oie3Hu ['o1tie BKItO-

YaloT CIUICHOMETaIMIO, TernaToMeraauio, IIMTOIEHUIO 1
rnopaxeHue Kocteli. B cOOTBeTCTBUU C HAIMYUEM TOpa-
xeHus LHHC u ero ocobeHHOCTSIMU BBIALCISIOT TPU TUIIA
oosiesnu l'ome. Tum 1 siBisieTcs HauboJiee YacThIM 1 Ha-
3bIBAETCSI He-HEMPOHOIMATUYECKUM, TUTIHI 2 U 3 Ha3bIBa-
IOT HEMPOHOIIATUYECKUMU, ITIOCKOJIBKY B ITATOJOTMYECKUI
Mpoliecc BOBJeKaeTcsl HepBHas cucteMa. CirenyeT oTMe-
TUTh, YTO B CUJIY BBICOKOIW YaCTOThI BCTPEUaEeMOCTU
(1:40000) 1 DOCTYITHOCTM MaTOr€HETUYECK OOOCHOBAH-
HoI (mpexae Bcero hepMeHT-3aMeCTUTEIbHOI) Tepanuu
aKTyaJbHbIM OCTAeTCSl BOIIPOC PACIIMPEHUST ITPOrpaMMBbl
MacCOBOI'0O HEOHATaJbHOIO CKPUHUHTA.
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KPATKWE COOBLLEHNA

Ieabio Hameli padOTHI SIBJISLTIACH Pa3pabOTKa alropyUT-
Ma 1 BHEIpeHHEe CKpUHUHTa 6osie3Hu [olie ¢ mpuMeHeH! -
€M HCKYCCTBEHHOTO (hIyOPOreHHOro cyocTpara.

Ma‘repvnan n metoabl

B kavecTBe GMOIOrMUYECKOro MaTepuaisa UCIOIb30-
BaJIOCh TISITHO BBICYIIIEHHOM KPOBU Ha OJ1aHKe (DMIBTPO-
BasIbHOM Oymaru (cranmaptHbie puabTpel No 903). Ak-
TUBHOCTb OeTa-TII0KOLEepeOdpo3uaa3bl ONpeaeisiach Npu
KMCITBIX 3HaUYeHUsIX pH B peakiusix ¢ MICKyCCTBEHHBIM
(bayoporeHHBIM cyOCcTpaToM (IepruBaTOM 4-MeTUITYMOE-
JudepoHa) [1]. ITociae nHKydbauuy peakumst OCTaHABIM-
Bajlacb OCHOBHBIM OyepoM 1 u3Mepsiiach (payopeclieH-
1y cBoOGogHOro 4-MeTrmnymobendepona (Aex=366 HM;
Aem=442 um) c ucrnonas3oBanuem Wallac 1420 Multilaber
Counter (Victor-2), PerkinElmer.

Pe3yn bTaTbl N OGCV)KAEHI/IE

B HacTosmem uccinegoanuu 3a 2019 roa B nabopa-
Topun Meauko-reHetrudyeckoro ueHtpa HUWM menuuuH-
ckoit reHetuku Tomckoro HUMII ckpunuHr 6oe3uu 'o-
11 TPOIUIA 758 HOBOPOXIEHHBIX U3 POAWILHBIX TOMOB
ropoaa ToMmcka, BKJItOYasi OTAEJIeHUE MaTOJOIrMU HOBO-
pOXIeHHbIX. XpaHeHue 00pa3ioB npu +25, +4 u —20°C
B T€YEHUE TPEX Heleb He IPUBOAUIO K JOCTOBEPHOMY
CHUKEHMIO aKTUBHOCTU (hepMEeHTa B BBICYLIEHHBIX TST-
Hax KpoBU. 3HaueHUs KOdGbGUIIMEHTOB Bapualluy B yC-
JIOBUSIX TIOBTOPSIEMOCTH U MEXCEPUNHON Mpeu3uOHHO-
CTHU JUT aKTUBHOCTH OeTa-TIoKoLepedpo3naa3bl COCTaB-

s 11,4 m 24,8% cootBercTtBeHHO. [Tokazarens cut-off
ycTaHaBIUBaCs Kak 30% OT cpelHero 3HaueHUSI aKTUBHO-
cTu OeTa-IIoKolepedpo3raa3bl B 00pa3liax CyxXux MITeH
KpoBU. OOpasLbl ¢ aKTUBHOCTBIO (hepMEeHTa HUKE yKa3aH-
HOTO ITOPOTOBOTO 3HAYEHUST JOJDKHBI UCCIIEIOBATHCST T10-
BTOpHO B 1y0.1s1x. KosmuecTBo 00pa3iuos, TpeOYIOLINX M0~
BTOPHOTO MCCJIENOBAHUS, COCTABIISLIO 5% OT 00ILETro KO-
yectBa. [1pn yc10BUM HOPpMaJIbHOM aKTUBHOCTH (hepMeHTa
B peTecTe MOBTOPHAas Mpolieaypa 3adopa OMOJIOTUIECKO-
rO MaTepuaja He TpeboBajach. AKTUBHOCTh OeTa-TJII0KO-
11epedpo3naa3bl y MaMeHToB ¢ 6oJe3HbIo [o1ire TepBoro
tuna (0,168+0,021 MKMOJIb/1*4) ObUTIa 3HAYUTETLHO HU-
K€ W He TIepeKphIBaliach CO 3HAYCHUSIMU, HAaOJII01aeMbl-
MM B KOHTPOJIbHOI Tpytne (1,52610,294 MkMob/m* ).

bonesup ['omre oTHOCATCS K MOHOT€HHBIM 3a00J1€e-
BaHMSIM, OTHAKO B CHJIy OOJIBIIIOTO pa3HOOOpa3usl OMU-
CaHHBIX MYyTaIlWii, MOJEKYJISIPHO-TEHETUIECKUI aHaIn3
penKo TPUMEHSIETCs] Ha HayaJbHBIX 3Tallax JUarHOCTH-
K1. MeTomoM BeIOOpa IMpH TTOCTAHOBKE IMAarHo3a SIBJIsIeT-
cs onpeiesieHne hepMeHTaTMBHOM aKTUBHOCTH B JICKO-
LIMTaX WIKM CYyXUX TSITHaX KpoBU. OTicaHHasT TEXHOJIOTHS
TTO3BOJISIET ONITUMU3MPOBATh IMaTHOCTUKY OoJie3HU ['ore
Yy HOBOPOXXIEHHBIX JI0 TTOSIBJICHUST pa3BePHYTON KIMHUYE-
CKOI1 KapTUHBI ¥ PacIIMPUTD IIPOrpaMMy MacCOBOTO HEO-
HaTaJbHOTO CKPUHMHTA.
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