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HpOBe,ZI,eHI/Ie B TOCy4apCTBEHHBIX U YaCTHBIX
YapeXAeHmsaxX
CKpMHMHTa B

3ApaBOOXpaHEHNs HeOHaTaabHOTIO

LleAsX  paHHeTO  BBIABAEHUA
HacAeACTBeHHBIX 3a00/1eBaHMIl ((PEeHNAKETOHYPUs,
BPO>XKAEHHBIN

ITUIIOTUPEO3, aApPeHOTeHUTaAbHBIN

CUHAPOM, TalaKTO3eMMs, MYKOBUCIIMAO3), UX
CBOEeBpeMEeHHOe JAeueHns, MpoPpuaakKTUKN MHBAAUA-
HOCTM U Pas3BUTUS TSIKeAbIX KAMHUYIECKUX I10C-
A€ACTBUM, a TaKXKe CHVKEHUsS AETCKOV CMEPTHOCTU
OT Hacae/CTBeHHBIX 3a001eBaHNii nMeeT B Pecry®-
AVIKe HalBa’KHelllllee 3HaueHUe B AaHHBIN I1ePUO/,
Bpemenu [1,2].

MaccoBsIlif  CKpMHUHT ~HOBOPOXKAEHHBIX — Ha
reHeTH9ecKre 004e3HM O0s3aH CBOMM IIOSBAEHUEM
P. Makxpuanu (R. MacCready), aupexropy Auarsoc-
TUYEeCKOi 1adopaTopun B OTAeAe 34PaBOOXPaHeHM
mrara Maccauycerc (CHIA), u P. 'arpu (R. Guthrie),
aMepMKaHCKOMY AOKTOpPY. MeToauKy MUKpoO1oao0-
TMYECKOTO aHaAM3a OIpejeleHMs KOHIIEHTPaIum
¢enmaasanmua B kposu (I'arpu-tect), KOTOpHIE B
1962 r. opranmusosaanu cb6op 0aaHKOB U3 (PUABTPO-
BaABHON OyMarm C IITHAMM CyXOM KpOBM OT KaX-
AOTO HOBOpOXXJeHHOro B mrare Maccauycerc. VIx
TeCcTUpOBaAu Ha Haanune ¢eHmakeronypun [3]. 3a
CBOIO MOAYBEKOBYIO MICTOPUIO HeOHaTaABbHBIN CKpHU-
HMHT U3 IIPOCTOrO OMOXMMIYECKOTIo TecTa IpeBpa-
THUACS B IIepeAOBYIO COBPEMEHHYIO TeXHOAOTMIO,
CTOSIIIYIO Ha CTpa’ke COXpaHeHM: 3J0POBbs HaLlUI,
CO CBOMMM Hay4JHOI M IPOU3BOACTBEHHOI 0a3oii,
YeTKMMU AMarHOCTUYeCKUMU IIporpaMMaMI, BbICO-
KUMM TpeOOBaHUAMM K AabOpaTOpPHON AMarHoc-
THKe, CO0AIOAEHNIO DTUYECKUX HOpM 1 Ap. OgHaKo
Heo0X0AVMO IPU3HATH, YTO OYPHOE, ecAl He CKa3aTh
B3PBIBHOE, pa3BUTIE MOAEKYASPHOI OMOAO0TUM B
KOHIIe IIPOIIIA0TO BeKa, MOsIBAeHIe TeXHOAOTUN TaH-
AemHoi Mmacc-criektpoMmerpun (TMC), meToaa cexse-
HUpoBaHU (OIIpejeseHre OMOIIOAUMEPOB) CAeAYIO-
11ero rnoxkoaeHus (next generation sequencing, NGS)
U TIOBBHIIIIEHNEe OOIIeJOCTyITHOCTU TeHeTUIecKUX
TeCTOB C HM3KOJ CTOMMOCTBIO OTKPBIAU BO3MOXK-

HOCTDb 6eCKOHTpOAbHOFO pocTa uncaa CKpMHIMHTOBBIX

IporpaMM Ha oIllpejeaeHue 3aboaesaHuii. Ha mo-
BeCTKe AHsSI CTOMUT BOIIPOC OO OpraHM3alM COOT-
BETCTBYIOIIIe)l IIPaBOBOM Oa3bl AAsl OIpeAeleHMs
HeoOXOAMMOCTY BBeA€HUsI TOM WMAM WMHOI HO30-
AOTUN B IIPOTPaMMy CKPMHMHIA, A4 oOecriedeHus
poauteaen I/IHCI)OpMaLII/IOHHOIZ MOAAEPKKOMI A0
HayaJla CKPMHMHIA ¥ KayeCTBeHHBIM MeJMKO-TeHe-
TUYECKUM KOHCYAbTUpPOBaHMEM Iocae Hero. Vicxoas
n3 vToro, Komurer obmectseHHoi 1 1mpodeccrno-
HaAbHON moauTuku EBpomerickoro oOrecTsa rexe-
Tuku yeaoseka (ESHG) B mae 2000 r. ony6amkoBaa
paspaboTaHHyIO sKcriepTaMu 15 eBpoIeiickux cTpaH
CHucTeMy IIpaBI, CTaHAAPTOB M Mep 0e30IacHOCTU
AAsl OpraHM3alluy ¥ IIPOBeAEHMs TeHeTUYeCcKUX
CKPMHMHIOBBIX ~mporpaMM. OCHOBHBIMU — KpHU-
TepUsIMH, HEOOXOAVIMBIMMU AAs BKAIOUeHN:A 001e3HU
B IIpOrpaMMy CKPMHMHIA, Ha3BaHbI CAeyIolue:
e 504e3Hb A0A>KHA OBITh YeTKO OYepyeHa KAMHIU-
JecK 11 OVOXMMIIeCcKy;
¢ 00/1€3Hb A0AXHa IIPeACTaBAATbL COOOM 3HaUU-
MyIO TIpo0AeMy (BBICOKYIO CTelleHb MHBaAUAM-
3allMy I CMEPTHOCTH);
e 50a€3Hb AOAKHA OBITH pPacIpPOCTPaHEHHO
(BcTpeuaTnes ¢ yacToroit He MeHee 1:10 000-1:15
000 HOBOPO>KAEHHBIX);

e IIpolieAypa CKpMHIHTA 40A>Ha OBITh TpueM.e-
MOIVI ¥ KOPPEKTHOII A5 TIalVIeHTa U OOIIeCTBa;

e IIpolieAypa CKpUMHIHIA J0AKHa UMeTh aJeKBaT-
HYIO CTOMMOCTD;

¢ 00./1€3Hb 40A>KHA IMETh TOTOBOE, allpOOPOBaH-
Hoe AedeHue, 3P PeKTUBHOe Ha A0KANMHNYECKOM
atane» [4,5].

CoraacHO coBpeMeHHBIM MHpeACTaBACHMAM, Tec-
TUpoBaHNe Ha (PEeHUAKETOHYPMIO M BPOKAEHHBIN
TUIIOTUPEO3 SBASETCA «30A0ThIM CTaHAAPTOM» CKpU-
HMHTa. YKa3aHHbIe HO30A0TVM BKAIOYEHBI B CIIVICKM
CKPUHUPYEMBIX 3a00.1eBaHNIT BCeX CTpaH, MMEIOIINX
rocyJapCcTBeHHbIe ITPOrpaMMBbl MacCOBOTO 00Cae40-
BaHU: HOBOPOX/EHHBIX, IIOTOMY 4YTO IIOAHOCTBIO
COOTBETCTBYIOT KPUTEPWAM, OIIMICAHHBIM BBIIIIE.
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Hacaeacrsennsie 60ae3um ooMena (HBO) ripeac-
TaBASIOT COOOM (PEHOTUIIMYECKM ¥ TeHeTNYecK!
reTepOTeHHYIO IpyITy 3a00.1eBaHMI1, BOSHUKAIOINX
B pe3yAbTaTe TeHeTUYECKUX ITOBPEXKAEHNI, IIPUBOA-
SIMUX K HeAOCTaTOYHON (PYHKUIMU UAV OTCYTCTBUIO
¢epMeHTaTMBHOI aKTUBHOCTY Pa3ANIHBIX MeTabo-
AVYEeCKUX IpoIieccoB. V3-3a TsAKeABIX KAVMHIIEeCKIX
nocaeactsuii HBO sBAsIOTCA BaskHOM IPUYMHON
3a00.1€BaeMOCTN ¥ CMEPTHOCTY, a BO MHOTHUX CAY-
JasiX MMeIOT AOATOCPOYHBIE TTOCAEACTBUA AASl 340-
possst [1, 2]. Ha cerogHsAIIHMIT 4€Hb U3BECTHO 0o1ee
1000 nosoaormit HBO, cymmapHas yacToTa KOTOPBIX
Moxxet ObITh cBbiie 1 Ha 800. B cBsI3m ¢ »TMM BO
MHOTHX CTpaHaX MMpa IPOBOAUTCA HeOHaTaAbHBIN
ckpuaNHT (HC) HOBOpOXgenubIx Ha HBO [5]. HC —
DTO AMArHOCTMYECKasl TEXHOAOIUS CIIAOIIHOIO Oe3-
BBIOOpOUHOrO AabopaTopHOro 06CA€40BaHUS BCeX
HOBOpOXAeHHBIX. Lleapto HC sBasercs BbiABAeHME
AeTell C cepbe3HBIMI BPOKAEHHBIMI HapyIIEeHUMNI
Ha JOKAVMHNMYECKON CTaAUMU AAs IIPeAOTBpAIlleHVLsT
PpasBUTKS CUMITOMOB U KOPPEKINU OCAOKHEHUI
3aboaesanus (5-7). AAst MaKCMMaAbHOTO BBISIBASHAST
BceX OOABHBIX YYBCTBUTEABHOCTb CKPVHUHIOBOTO
TeCTa MaKCUMM3UPYETCS 3a CYeT YCTAaHOB/AEHNS
OTHOCUTEABHO HUBKIX IIOPOTOB KOHIIEHTpal NI aHa-
AUBUPYEMBIX BeIlecTB. DTO IPUBOAUT K IOAYIEHUIO
0OABIIIOrO 4YyCAa AOXKHOIIOAOXKUTEABHBIX Pe3yAb-
taToB. Ellle 04HOII Ip00.A€MOIT CKPMHUHTA SIBASETCS
HeAOCTaTOYHas CIenu(pUIHOCTD MCCAeAyeMbIX Map-
KepoB — MeTaboamdeckuii nTpoduap Ipu pasand-
HBIX HO30A0TUSX MOXET YaCTUYHO COBIIaAaTh, M3-3a
Yero BO3MOXKHO 3aMeJ/€eHle ITOCTaHOBKY ITPaBUAb-
HOTO AMarHo3a [6].

C 1eAbI0O MOBBIIIEHNS AWArHOCTUYECKOM TOY-
HOCTM AASl OIIEHKNM HaXOAOK CKpMHMHTa 004b-
IIMHCTBA 3a00A€BaHMII MCIIOAB3YIOTCS HECKOABKO
METOJ0B: OMOXMMMYECKIe TECTH M TeHOTUIIVPOBa-
Hue [7]. C 2006 r. B paMKax HaIlMOHAABHOTO IIPOEKTa
«340poBbe» BO Bcex permoHax Poccum mporpamma
MaccoBoro o0cAeJ0BaHUSA HOBOPOXKAEHHBIX BKAIO-
JaeT cAeaylomiue 3a001eBaHUsA: BPOXKAEHHBIN TUIIO-
tnpeos, ¢enmakeronypuio (OKVY), rasakrozemmio
(T'AA), agpeHOreHUTaABHBINI CUHAPOM M MYKOBUC-
103 (MB).

CKpUHMHT BKAIOYaeT KOAMdecTBeHHOe oIlpeJe/ie-
HIle YpOBHeN OMOXMMHYECKMX MapKepoB COOT-
BETCTBYIOIINX 3a00JeBaHUIl: MMMYHOPeaKTUBHOTO
tpuricuorena (VIPT)-mykosucnngos, ¢enmnaaaa-
HynHa (PA)-peHMAKeTOHypms, oOIIel TralaKTO3HI
(F'AO)-rasakTo3eMnsi, TUPEOTPOIIHOTO TOPMOHa-
BPO>KAeHHBIN Tunotupeos u 17-OH-mmporecrepona-

aApeHOTeHNUTAaABHBINI CUMHAPOM B OOpasllaX CyXUX
ILITeH KpoBU. lIpM mHOA0XUTEABHBIX pe3yaAbTarax
IIPOBOASITCS TOBTOPHBIN 3a00p KpOBM U MCCAeAO-
MeTaboAUTOB  (peTecT).
IToaTBep>KAQIOMINIA STAIl AMATHOCTUKI CKpPUHUPYe-

BaHle  BbpIINI€YKa3aHHBIX

MBIX 3a0oJeBaHMII TIOZpadyMeBaeT IIpOBejeHMe
MO/eKyAs pHO-TeHeTUMJIeCKIX ICCAeJ0BaHIIi, O4HAKO
AAHHBIN ®Tal sABAAeTCs BapUaTUBHOM YacTbio U
4eTKO He periameHTupoBaH. BcaeacTBue Toro, 4rto
MCIIOAb3yeMble Ha IIepBBIX ABYX DTallaXx OMOXMMIU-
Jyeckye MapKepbl HapsAy C BBICOKOM UyBCTBUTEAb-
HOCTBIO 004a4aI0T HU3KOM CHIenu(pUIHOCTDIO, II0CAe
CKpUHUHTa 10Ay4aercsl npuMepHo 20% A0XKHOIIO-
AOXUTEABHBIX Pe3yAbTaTOB.

K npumepy, OmoxumMmdaeckuii Mapkep Aa4s Auar-
HOCTUKU MyKosucuuaosa — VIPT — moxker moBbI-
LIAThCA IIPU Psije BPOKAEHHBIX ITaTOAOTMUIL, TaKMX
KaK: KOHBIOTAllMOHHas >KeATyXa HOBOPOXXAEHHBIX,
BHYTpuyTpoOHbIe nH(pekuun u Ap. Kpome toro, mpu
TaKOM YacTOM OCAO>KHEHMM MYKOBHCIIMAO3a, Kak
MeKOHIaAbHBIN 1maeyc, yposenb VIPT mosxeT OBITH
HOPMaAbHBIM, O00yCAOBAMBasA AOXKHOOTpUIlaTeAb-
Hble pe3yAbTaThl CKpMHIUHTa. MaTtepnaaom A4 Omo-
XMMITYECKVIX METOJ0B MCCAeA0BaHM (MMMYHO(PAIO-
paroopec-
LIEHTHBINI METOABI) SIBASIETCS KallMAAAPHasl KPOBb Ha

OpecCLIeHTHBIN, (PAIOOPUMETPIIECKNIA,

OsaHkax ¢QuaprpoBaabHOV Oymary, B3ATas B
POANABHOM AOMe U3 IIATKM HOBOPOKAEHHOTO Ha 4 —
5-11 AeHb XU3HUM y AOHOLIEHHBIX M 7—9-11 aAeHb y
HeJoHOIIeHHBIX (mpubop Victor 2, «Perkin Elmer»,
CIIA; Habops! pearentos «/IPT-Heockpun», «['azak-
To3a-Heonartaa», «PKY-Heockpun», Poccus). Aas
npoBegeHIs peTecToB Ha MB 1crioab3yior kannaasp-
HYIO KpPOBb, B3ATYyIO Ha 21—28-i1 AHM XU3HM He3a-
BIICMMO OT CpOKa recTalium.

MatepuaaomM 445 MOAEKYAsSPHO-TeHeTUIeCKOTo
nccaesoBaHus cayxmam odpasusl AHK, Bbigesen-
HbIe U3 CyXUX IIATeH Kposu. OnTuMmsanms MeTo0B
MOAEKY ASIPHO-TeHeTNYeCKO
pedopMupoBaHre OPTaHM3allIOHHON CTPYKTYPEI

II04TBEep>KAaoniero srarma AA4sl YyCOBEpHIEHCTBOBA-

AVMAaTHOCTUKU n

HISI Ha 9TOil OCHOBE IPOTpaMM MacCOBOTO CKpU-
HIHTa Ha HacJe/CTBeHHEbIe D01e3HM ITO3BOAST ITOBI-
CUTD AMarHOCTUYecKy1o a¢pdextusrocTs HC.
ITpodpmaakTuyeckas HaIpaBAEHHOCTh — CKPU-
HIHTa TII0ApasymMeBaeT uAeHTuduxaumio  Oec-
CUMIITOMHBIX JeTell U IocJeAyioliee ITpoBejeHue
MOATBEPKAAIOIIUX TeCTOB (OMOXMMMYECKUX WA
reHeTHYeckKnx). B To Bpems Kak 4eTu, y KOTOPBIX
CUMIITOMBI YK€ THPOSBUANCH, CHadada ITPOXOASAT
HePBUIHYIO KAMHUYECKYIO OLIeHKY u
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roc/eJ0BaTeAbHOe AVarHOCTIYeCKOe TeCTUPOBaHNe
Ha OCHOBaHUM IpeAcCTaBJAeHNs aHaMHe3a 3abo.eBa-
HUSI UAU KAVMHUYECKUX 3aKAIOUEHUI, YTO CIOCOD-
CTBYyeT CHVKEHMIO CKOPOCT!U IOCTaHOBKM AMarHo3a
M OTpaHNYMBaeT ANArHOCTUYECKYIO 3PQPeKTUB-
Hoctb. ITosBaenue texHoaormm NGS cozgaer Oec-
IpelieJeHTHbBIE BO3MOXKHOCTU IIPOBEeJeHMs II0-
HOTO CKpMHMHIa HacAeACTBEHHBIX 3aboaeBaHUIL
TapreTHoe cekBeHMpPOBaHIE CAeAYIOIIEro IIOKO-
aenus (TNGS) siBasieTcss mepCrIeKTUBHEIM METOA0M
SKOHOMMYECKN DPPEeKTUBHOTO PeIIeHNs AMarHoc-
TIYECKOTO TECTUPOBAHI HOBOPOKAE€HHBIX BTOPOTO
ypoBHsI, 6aarojapsl BO3MOXKHOCTM BBIOOPOYHOTO
CEeKBEHNPOBaHILI TeHOMHBIX 00.1acTell, IIpeCcTaBAsl-
IOIIVIX MHTepeC, KaK IIPaBMA0, PK30HOB (3TO yJacT-
kn /JAHK, xonmm KOTOPBIX COCTaBASAIOT 3PeAayio
PHK, B Geaxe sBASIOTCs MepBUYHBIMU TeHeTHUYec-
K/MU eAVHUIIaMY, PeKOMOMHanus KOTOPHIX IIPU-
BOAUT K BO3HMKHOBEHUIO HOBBIX T€HOB U1 COOTBETC-
TBeHHO 0eaKOB). Takoe ceAeKTUBHOe CcCAeA0BaHue

XULASO

Dogum evlards neonatal skrininqin
aparirmasinin ardicillig:

G.C. Oliyeva, G.A. Xalilova, D.Q. Dadasova
Elmi-Tadgiqat Mamaliq va Ginekologiya Institutu,
Baki, Azarbaycan

Acar sozlar : yenidogulmuslar, neonatal skrining,
profilaktika

Azarbaycanda erken neonatal skriningin aparil-
mas irsi xostaliklorin agkarlanmasinda vo fosadla-
rinin qarsisinin alinmasinda asas rol oynayir. Bio-
kimyavi miiayyine ticlin kapilyar gan istifads olu-
nur.Bu ekspress test miiayyinasi maddi ve etik prob-
lemlarin yaranmamasina komak edir

ANTEPATYPA

AHK mnmeer npeumyiiectso skcrpecc-tecta (4,5
pabounx AH:), 60/lee HU3KYIO CTOMMOCTH, a KpoMe
TOTO, O3BOAseT M30eXKaTh MaTepUaABHBIX U DTU-
9JecKMX Ipo0JeM, CBA3aHHBIX C ITOAHOTEHOMHBIM
CeKBeHNPOBaHNEeM.

Taxum obpazom, nposeseHne AaHHON CKPMHIH-
TOBOJ IIPOTPaMMBI SBASIETCSI Ba>KHBIM MOMEHTOM B
oIlpeJe/eHNI U CBOeBPEMEHHOM JedeHle HacAeAc-
TBEHHBIX 00/e3Hel oOMeHa. B AszepbariaskaHe 1maa-
HUPYETCsA IIpOBedeHMe JAaHHOM CKPUHMHIOBOI
IIpOTpaMMBI C BOBJA€YeHNEeM MaKCUMaAbHO 004b-
IIIero KOAM4YecTBa POAOBCIIOMOIaTeAbHBIX YUPEeXK-
Aenwuii. ITposeaens! BebuHapHI 110 MeTOAuKe cHopa
KpOBU C I10CAeAYIOIINM HallpaB/AeHle MaTeprasla B
HMI Axymepcrsa n I'mHexoaornm, rae u Oyaer
IIPOBOANTEC AabOpaTOpHOe MCcCAe0BaHIe C BhlAa-
Jyell pe3yabpraroB. lloaydyeHHble JaHHBIE OyAyT
IIpeACTaBA€HBI B IIOCAEAYIOIIUX CTAThAX.

SUMMARY

Procedure of Conducting Neonatal Screening in
Obstetric Institutions

Q.]. Aliyeva, Q.A. Khalilova, D.A. Dadashova
Scientific-Research Institute of Obstetrics and
Gynecology, Baku, Azerbayjan

Key words: newborn, neonatal screening,
prophylaxis

Early mass neonatal screening for hereditary
diseases is important in reducing their severe
consequences among children in Azerbaijan. The
material for biochemical research is capillary blood.
This analysis with the help of a rapid test enables us
to avoid a lot of material and ethical problems.

1. Tauxk b., ITacteprak Ax. MoaekyaspHas OuortexHoaorus. ITpuniumns u npumMeHeHne. - Mocksa:

Mup, 2002. -589 c.

2. Aenmncenkosa E.B., boukos H.I1., Kaannuenxo H.IO., n gp. PeyasTaTsl cKpMHIHTa HOBOPOXKAEHHBIX
Ha HacaeAcTBeHHbIe Doae3HU B . Mockse. Meg. reretnka.2008: 6(10);3-12.

3. Pandor A., Eatham ]., Beverley C., et al. Clinical effectiveness and cost-effectiveness of neonatal
screening for inborn errors of metabolism using tandem mass spectrometry: a sistematik review.

Health technol. Assess. 2004:8(11): 1-121.

30 Mdasir ginekologiya va perinatologiyanin aktual masalaleri 08 Ne02/2021



4. Aepsdouna C.C. HeonaTaabHBINI CKPMHUHI: 9STHUYeCKNMe BOIIPOCHI pacHIMpeHUs CIeKTpa
CKpUHIpPYeMBIX 3a004esannit. Bormpocs! cospemennoit neauatpun. 2015; 14 (6): 714-723.

5. Kpacnonoanckast K.A. Hacaeacrsennsle 6o04e3Hn oOmeHa Bernects. CIIpaBOYHOe ITOCOOmMeE A5
spaueit. M: POO Lentp coumaabHOM aganrauny u peadbuanranum aereit “®oxar”, 2005;364 c.

6. Uypiomosa IO.A. Basmaosa T.B., Boxmsanmna H.B. Cosepirencrsopanme aaropmurMa
HEOHAaTa/bHOTO CKPMHIMHTa Ha HacAeACTBeHHBle 00/1e3HNM OOMeHa C IIOMOIIBIO TEXHOAOTUMU
CeKBeHNPOBaHIL CAeAyIOIero mokoaenms. JAabopamoprascayxoa. 2017;6(3):190-197.

7. Maryaesua C.A. MaccoBbIVI CKPMHIHT HOBOPO>KAEHHBIX Ha Hac1e ACTBEHHBIe 3a00.1eBaHIsI KaK 4acTb
CHICTEMBI MeAVIKO-TeHeTIIeCKOTO KOHCYAbTHpOBaHIsL: ABTOped.Aucc. ... A0KT. Med. HayK. M.2009 r

AKTya/ibHble BOMPOCHI COBPEMEHHOW TMHEKON0rMKN U nepuHaTonorun 08 Ne02/2021 31



