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Onbim HeOHAMAIbHO20 CKPUHUH24
Ha 37 Hac/leOcmeeHHbIx 6o/1e3Heli o6MeHa seuwjecmas
mMmemooom maHoemMHoU macc-cnekmpomempuu e lpumopckom Kpae
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BBepeHue. YactoTa HacneacTBeHHbIX 6one3Hel o6meHa BelyecTs (HBO) no 3apy6exkHbIM NUTepaTypPHbIM AaHHbIM COCTaBAET OKONO
1:5000 >K1BbIX HOBOPOXAEHHBIX. B pAge cTpaH Mypa 1 B 601bLUNHCTBE pernoHoB PO CKPUHWHT HOBOPOXKAEHHbIX MPOBOAWTCA TONBKO Ha
5 3a60n1eBaHNiA, XOTA CNEKTP HaceACTBEHHbIX 3a001eBaHNI, ANA KOTOPbIX pa3paboTaHbl METOAbI leueHns, ropasao wrpe. Hosbil 31an
B HEOHaTaNbHOM CKPVHUHIe Hayanca ¢ noABfeHeM TaHgeMHon macc-cnektpomeTpun (TMC), TexHonornm, CyLeCcTBeHHO yyuyLualoLein
CKPVHWHI 1 paclumpAiowern CnMcoK BbiABAAEMbIX HapyLLUEHW, NOAAAIOLWMNXCA JIEYEHWIO U paHee He ANArHOCTUPYEMbIX CKPUHWUHT-
nporpammamu.

Llenb: oLeHNTb pe3ynbraTbl HEOHaTaNbHOro CKpUHUHra metogom TMC Ha 37 HBO n yactoty HBO B Mprimopckom Kpae.

Metopgbl. 3a nepuop 2017-2021 rr. c ucnonb3oBaHviem TMC npoBefeH pacLUMpPEHHbIN CKPMHMHT HOBOPOXKAEHHbIX B [TpMOpCKOM Kpae
Ha 37 HBO. O6cnepoBaHo 68481 HOBOPOXAEHHbIX. Bce BbIABIEHHbIe Cllyyamn NOATBEPKAEHbI MONEKYNAPHO-TEHETUYECKMMI MeToAaMM
B OIBHY «MIHL».

Pesynbratbl. B pe3ynbtate o6cnefosaHma 6osee 68 TbiC. HOBOPOXKAEHHbIX BblsiBNEHbl 8 aeTein ¢ deHunKkeToHypuen, 4 naymeHTa ¢
HeJ0CTaTOYHOCTbIO O4eHb AfIHHOLeNnoYeyYHON aun-KoA gerngporeHasbl XXUPHbIX KACIOT, 2 NaumeHTa C roMOLMCTUHYPUENR, 2 naumeHTa ¢
rnyTapoBol aungypwvei, 1 nauneHT C neymHo3oM, T naumeHT C HeloCTaTOYHOCTbIO TPUOYHKLMOHANbHOTO MUTOXOHAPUaNbHOro 6enka.
Ewe 12 pgetein B HacToALLee BPEMA HAXOAATCA MO AVMHAMMYECKUM HabntogeHEM U CPeAN HUX BbICOKA BEPOATHOCTb BbiABNeHna HBO.
YacToTa nogTeepkaeHHbIx HBO cocTtaBmna 1:3805 HoBopoXaeHHbIX. MpeanonaraeTcs, 4To GpakTMyeckan YyacToTa Bbille MO Lesiomy
pARY TEXHNYECKMX, OPraHMN3aLMOHHbIX 1 COLNANbHbBIX MPUYMH.

BbiBogpbl. [onyyeHHble pe3ynbTaTbl yoeauTenbHO AEMOHCTPUPYIOT, YTO HEOHATaNbHbIN CKPUHUHT MeTogom TMC aBnsaeTca 3GpdekTMBHbIM
3/1eMEeHTOM KJIMHNYECKOWN MPaKTUKK, NO3BONAOWMUM CHUXKATb 3a601eBaeMoCTb, MHBANMAHOCTb U CMEPTHOCTb HaceneHus ot
HacnenCcTBEHHbIX bonesHen obmeHa.

KnioueBble cnioBa: HeOHaTasbHbIN CKPUHWHT, HacieACTBEHHbIE 60ne3HN 0OMeHa, TaHAEeMHasA Macc-cnekTpomeTpuA, anIMOpCKVIIz Kpa|7|.
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Experience of newborn screening for 37 hereditary metabolic diseases
by tandem mass spectrometry in Primorsky Region, Russia
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Background. The birth incidence of inherited metabolic disorders (IMDs) according to foreign literature data is about 1:5000. In some
countries of the world and in most regions of the Russian Federation, newborns are screened for only 5 diseases, although the spectrum
of hereditary diseases for which treatments have been developed is much wider. A new stage in neonatal screening was initiated with
the advent of tandem mass spectrometry (TMS), a technology that significantly improves screening and expands the list of detectable
disorders that are treatable and previously undiagnosable by screening programs.

Aim: to evaluate the results of newborn screening by TMS for 37 IMD and to estimate the incidence of IMDs in Primorsky Krai.
Methods. Extended neonatal screening in Primorsky Krai for 37 IMDs was performed using TMS in the period 2017-2021. 68481 newborns
were examined. All detected cases were confirmed by molecular genetic methods in Research Centre for Medical Genetics (RCMG).
Results. As a result of the examination of more than 68,000 newborns, various IMDs were identified in 8 children with phenylketonuria,
4 patients with very long-chain acyl-CoA fatty acid dehydrogenase deficiency, 2 patients with homocystinuria, 2 patients with glutaric
aciduria, 1 patient with leucinosis, 1 patient with deficiency of trifunctional mitochondrial protein. Additionally, 12 children are currently
under dynamic observation, and among them, there is a high probability of detecting IMD. All disorders from the group of other diseases
were confirmed by specialists of RCMG. The incidence of confirmed IMD was 1:3805 newborns. The actual incidence was assumed to
be higher for a variety of technical, organizational, and social reasons.

Conclusions. The results convincingly demonstrate that newborn screening by the TMS method is an effective and extremely necessary
element of clinical practice to reduce morbidity, disability and mortality from IMDs.
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BeBepgeHune

CKpUHMHT HOBOPOXKIIEHHBIX Ha HACJIEZICTBEHHBIE 00J1e3-
Hu oomeHa (HBO) nmposoautcs yxe 6omnee 50 et moce opra-
Husauuu Podeprom 'atpu B 1962 1., cOopa 61aHKOB 13 (DUIb-
TPOBAJILHOM OymMaru ¢ CyxvMu TISITHAMHM KPOBU OT KaKIIOTO
HoBopoxaeHHoro B CIIIA (mrat MaccauyceTc) njst aua-
rHocTuku dheHwikeronypuu [1]. [x.Yuicon u I'. KOHrHep
B 1968 r. ony6ukoBanmu paboty «[IpuHIUTIEI U MPaKTHKa
CKPUHUHTA IJI51 BBISIBJIEHUST 3a00J1eBaHUi», B KOTOPOii cchop-
MYJIMPOBAJIM KPUTEPUH JIJIsT BBIOOpA CKPUHUPYEMBIX 3a00-
JIEBAHWUI ¥ OTIMCAJIA TIPUHIIUTIBI OPTAaHU3AIIMU TTPOTPaMM
ckpuHuHra [2]. Ha ceronHsImHMiA 1eHb MporpaMMbl HEOHA-
TaJIbHOT'O CKpMHMHTA UCTIOJB3YI0TCs Oosiee yeM B 30 rocynap-
CTBaxX Y MOT'YT BKJIIOYATh 0KOJI0 40) HO30JI0TMYECKUX (DOPM.
OHU OpUEHTHPOBAHBI HA STHUYECKKUE U PETMOHAIbHBIE 0CO-
OEHHOCTHU CIleKTpa 3a00JieBaHUI, BBITIOJHSIIOTCS C YUeTOM

BO3MOXKHOCTEl CUCTEMBI 30paBOOXPAHEHNST B KOHKPETHOMI
CTpaHe, HaJIM4MsI PECYpCOB U ITOTpeOHOCTEl 001IIeCcTBa.

B GonbIIMHCTBE CTpaH MUpa CKPUHUHT HOBOPOXKIEHHBIX
TPOBOIMTCS TOJILKO Ha 5 3a00JIeBaHMIA, XOTSI CIIEKTP HACJIE/ -
CTBEHHBIX 3a00JICBaHMIA, VTSI KOTOPBIX pa3pabOTaHbl METO-
bl JIeYeHus1, ropasno 1mpe. HoBblii 3Tan B HEeOHaTaTbHOM
CKPUHUMHTE ObLT HA4aT C MCIOJIb30BaHMUEM JIJISl aHAIM3a Me-
TaboJMTOB TaHIeMHOI Macc-criekTpomerpuu (TMC), Tex-
HOJIOTUU, TIO3BOJIMBILIEN CYIIECTBEHHO PACIIMPUTh CITUCOK
BBISIBJISIEMBIX 3a00J1€BaHMIA, ITOIAIOIMXCS JICYSHUIO U paHee
He BXOJIMBIIMX B CKDUHUHT-ITPOrpaMMBbI. DTOT METOJ ITO3BO-
JISIET IIPOBOIMTh aHAJIU3 HECKOJIBKUX JIECSITKOB COSIMHEHUIA
B MUKPOKOJIMUYECTBAX OMOJIOTMYECKOro MaTepuala.

HacnenctBeHHble HapylieHUsT MeTaboIM3Ma aMUHO-
KHUCJIOT, OPraHUYECKUX KUCIIOT U Ae(PeKTOB MUTOXOHIPU-
aJIbHOTO 0eTa-OKUCIIEHUS KUPHBIX KUCJIOT HAaCUYMTHIBAIOT
okoJ10 100 Ho300TMYeCKUX (DOPM, OOJBIIMHCTBO U3 KOTO-
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PBIX MaHU(ECTUPYET B HEOHATAILHOM Tieprofie. Yxe ceifuac
CYILLIECTBYET BO3MOXKHOCTb IMPY CKPUHUHTE BISIBIISITH OKO-
J10 40 HaceaCcTBeHHBIX Oose3Heit oomeHa BeuecTs (HBO).
Ilo 3apyOexXHBIM JIUTEpaTYpPHBIM AAHHBIM MX YacTOTa CO-
ctapisieT 0kojio 1:5000 XuBbIX HOBOPOXAEHHBIX [https://
www.orpha.net/|. MHorue cieliuajarcTbl OIIMOOYHO IoJIa-
rawot, yto HBO BcTpeyaroTcst 04eHb peKo U UCKITIoYaTh UX
HY>KHO TOJIbKO B ITOCJIEHIOI0 OYepeib, U OYEHb YaCTO Mpa-
BWIbHBIN JUAarHO3 YCTAHABIUBAETCS YK€ Ha TTO3AHUX CPO-
Kax wiu 3abosieBaHUe BOOOIIE HE AUATHOCTUPYETCs. DTU
3a0071€BaHUS YACTO COYETAIOTCS C TSIKENON HEOHATaIbHOM
MaToJIOTUEN /WA TIPOTEKAIOT 0]l MACKOI TaKMX COCTOSI-
HUI KaK Cercuc, nepruHaTajbHOE MOpaXeHe HEPBHOM CU-
CTeMbl, BHYTpuyTpoOHas uHdekius. [To3nHee BbIsiBICHUE
HBO moxeT npuBeCTU K TSKETON MHBATUAHOCTU WU Ja-
e JeTabHOMY ucxoay. [1o maHHbIM KJIMHUYECKUX UCClie-
JIOBaHMI1 cunTaeTcs, uTo 5% Bcex CilydaeB «CMHAPOMa BHE-
3aIlHOM CMepPTH MJaaeHLeB» BbizBaHbl HBO.
HeonatanbHbiit ckpuHUHT MeTogoM TMC — ciox-
HBI AMarHOCTUYECKUIA MTPOLIECC, KOTOPbI TPEOYyeT MaKCH-
MaJIbHO YETKOI OpraHu3alyM, HaaIu4usl MOATOTOBIEHHOM!
KOMaH/bl crielMaaucToB. JIto6ast morpeHocTb Ha OMHOM
U3 MHOTOUMCJIEHHBIX 3TAllOB MOXET MPUBOAUTH K HECBO-
€BpeMeHHOI1 1uarHoctuke. B P® nmpoBoauTcsi CKpMHUHT
HOBOPOXIEHHBIX Ha 5 00JIe3HEN: BPOXKIECHHBIN TMITOTUPE-
03 (BI'), dbenunkeronypust (PKY), mykoBucimno3 (MB),
anpeHoreHuTaabHbI cuHapoM (AI'C) u ranakrozemus (IJT).
B ITpumopckoM Kkpae Bo UcroHeHue rnopydyeHuit [pe-
sugeHTa Poccuiickoit Depepanyiv IIo0 UTOTAM 3aceIaHus
KoopnunanuonHoro coseta rnipu [lpe3unente Poccuii-
ckoit Menepanuu no peanusanuu HalmoHanbHOI cTpa-
Teruu B nHTepecax aeteit Ha 2012 — 2017 roabl MacCcoBbIit
CKpUHUHT HOBOpoxkIeHHbIX Ha HBO metonom TMC 6611
Hauar ¢ aBrycta 2017 r. 3amycKy CKpUHUHTa MPeaIIecTBO-
BaJla 3HAYUTEIbHASl OPraHU3allMOHHO-MeToAuYecKas pa-
oota. [IpoBeneHo obyueHue CeLUaINCTOB KpaeBoi Me-
nuko-reHetnueckoit koHcyabTauu (KMI'K) TAY3 «KKI1I
CBMII» o opraHm3aluu Kak HemocpeacTBeHHO Jlabopa-
TOPHBIX UCCJIEIOBaHUM, TaK U KIMHUYECKOMN AesTeTbHO-
CTU, CBSI3aHHOM C BBISIBJIEHUEM U JIECUEHUEM TMallUeHTOB
¢ HBO. 3akoueHo comallieHue o Kypauuu CKpUHUHIa
¢ ®I'BHY «Menuko-reHeTH4eCKuii HaydHbIi [IEHTP UMe-
Hu akanemuka H.IT1. boukoBa», mo3Bosisitoliee MpoBOAUTh
Bepudukaiuio guarHo3oB HbO. Takke ObLIM MpoBeaeHbI
Hay4YyHO-NpaKTUYecKasi KOHMDepeHLIUsI, COBEIIaHUSI C KOOp-
JMUHAaTOpaMU HEOHATATbHOTO CKPUHUHTA, BbIE3IHbIE CEMU -
Hapbl B JieueOHO-NpoduaakTUIecKux yupexaeHusx (JITTY)
Kpasi, TOArOTOBJeHbI U HampasieHsl B JITTY aBa ungop-
MaIMOHHBIX MUCbMA, MOCBsIEHHBIX TMC, KIMHUYECKUM
MPOSIBJIEHUSIM U JieueHuto HoBbIX 37 HBO, nuarHoctupye-
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MBIX CKpUHMHTOM (Tadu. 1), u3nan IMpukas [lenaprameH-
Ta 3ApaBOOXPAHEHUSI, perJIaMEHTUPYIOIIMI OpraHU3aluIo
HeoHaTaJlbHOro cKprHuHra MeronoM TMC.

B niepBbIie To1bI IPOBEIEHUS PACIIMPEHHOTO CKPUHUHTA
MPOBOAMIIOCH OOJIBIIOE YUCIIO TOBTOPHbBIX UCCIIEAOBAHUIA,
YTO ObLIO CBSI3aHO C UCTIOIb30BAHUEM CTaHIAPTHBIX METU-
aH ¥ TpaHull ypoBHe# MeTabouToB. [1poBeneHa KoppeKTu-
pPOBKa 3HAYE€HU I, YTO MO3BOJUIO 3HAUMMO CHU3UTb YHUCIO
PETECTOB MPU COXPAaHEHUU 3HAYEHUI MHHDOPMATUBHOCTU
U TOCTOBEPHOCTHU B OLIEHKE pe3y/ibTaToB. [IpoBonuTcs aynut
opraHu3alu HeoHatajabHOro ckpuHuHra B JIITY, no3so-
JIVMBIIWIA BBISIBUTH LEJIBII PSIT OTMOOK MEMTUIIMHCKOM Aesi-
TEJIbHOCTU (HeTpaBWIbHbIE 3200p U TPAaHCIOPTUPOBKA OHO-
00pa31IoB), KOTOPbIE ObUIM YCTPpAaHEHbI B TTOCAEIHNE TOIbI.

ExxeromHo npoBoasiTCsS HE MEHee 2-X HayYyHO MpaKTU-
YeCcKUX KOH(bEepeHLIUI ¢ MpUrialleHueM BeAyIuX Crenu-
anmuctoB PD o muarHoctuke u tedeHuto HBO, kpyribie
CTOJIbI, BbIE3HbIE CEMUHAPHI s crienuanuctoB JITTY, Be-
OouHapbl. Tem He MeHee, B psifie cllydaeB MeauaTp, HUKOT-
J1a HE CTAJIKMBABLIUICS B KIIMHUYECKOW MPAKTUKE C ITOU
pPEenKoii MaTojorueil U He OYeHb SICHO MPEACTaBIISIOLIA
HBO, koTopbie MOT'YT ObITh BBISIBJIEHBI Y HOBOPOXKIEHHOTO,
He MPOBOJUT TOJXKHBIM 00pa30M KOHCYJIbTUPOBAHUE CEMbU
HOBOPOXIEHHOTO ¢ 3anoao3peHHbiM HBO, uto npuBoauT
K OTKa3y poauTesieil OT MOBTOPHOI'O 00CIeI0BaHUS peOeHKA.

B Ta6a. 2 npeacraBiieHbl pe3y/IbTaThl HEOHATATLHOTO
ckpuHuHra MmetogoM TMC Ha 37 HBO y HOBOpOXIEHHBIX
ITpumopckoro kpas.

B pesynbrate o6cnenoBanus 6osee 68 ThIC. HOBOPO-
SKIEHHBIX BbIsIBIEHBI 8 neteit ¢ @KV, 4 naumenTa ¢ Heno-
CTaTOYHOCTbIO OUYEHb JUIMHHOLIeNoYeyHoit aimi-KoA neru-
JporeHasbl XXKUPHBIX KUCJIOT, 2 MallMeHTa C TOMOLIMCTUHY-
pueii, 1 mauyeHT ¢ AeHLIMHO30M, 2 MalKeHTa ¢ TIyTapoBOi
auuaypueit, 1 mauyMeHT ¢ HeMOCTaTOUHOCTBIO TPUGDYHKIIU -
OHAJILHOTO MUTOXOHApHaibHOTo O6enka. Kpome atoro, 12
JIeTeil B HaCTOsIIee BpeMsl HaxXOASITCs o AMHAMUYECKUM
HaOJII0EHVEM U CPeIV HUX BbICOKA BEPOSITHOCTD BbIsIBIIC-
Hust HBO. Bece HBO u3 rpynmnel npyrux 3abojieBaHUiA Mo -
tBepxaeHbl cienuanuctamu ®I'BHY «MI'HI». YacroTa
noareepxkneHHbIx HBO coctaBuna 1:4199 HoBOpoXaeH-
HbIx. [1py aTOM npenmnosaraercs, 4To (hakTruyeckasi 4acTo-
ta HBO BbI11IE 1O 1IEI0MY PSITy TTPUYMH:

1. Mcrionp3oBaHue METOIOB MpeHaTaJbHON AUarHo-
CTUKU MTO3BOJIWIIO MPENOTBPATUTh POXKICHNE HOBOPOXKIEH-
HOTO B CEMbe I'eTepO3UTroTHhIX Hocuteeit DKY;

2. bonee 4% peTecToB He ObUIM ITPOBENEHBI M3-3a OT-
Kaza ponuresieii oT o0caenoBaHus peOeHKa WU BbIOBITUS
3a npenesnl [IpumMopckoro kpasi;

3. 3a BpeMsl poBeAeHUs CKpUHKHTA 6osiee 20 HOBOPO-
>KIEHHBIX, UMEBIINX MEPBUYHO MOBBIIIEHHBIN Pe3yJIbTaT
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Ta6nuya 1/ Table 1
HBO, anarHoctupyembie metogom TMC npu HeoHaTaslbHOM CKpuHUHre B Npnmopckom Kpae
Hereditary metabolic diseases diagnosed by tandem mass spectrometry during neonatal screening in Primorsky Region, Russia

Ne 3a6onesanme M3MeHeHune KOHLIEHTpaluu
MeTaboIUTOB
1. | Bosie3Hb «C 3armaxoM KJe€HOBOT'O CMpOIia MOUM» (JIEHILIMHO3) Jleiiumn 1; Banun 1
2. | HurpynuHemus tan 1, HeoHaTaabHast IUTPYJIMHEMUS Hurpynun t
3. | AprunuHocyKumHoBas auuaypus (ACA)/ He1OCTaTOUHOCTh APTMHUHOCYKIIMHAT JIMa3bl JTMa3bl urpynun t
4. | HemocTaTrouHOCTh OPHUTUH TpaHCKapOaMuiIa3bl Hurpynun t
5. | HemocraTouHocTh KapbamuidocdaT CMHTa3bI Hurpynun t
6. | Hemocratounocth N-alleTUITIIOTAMAT CHTA3bI HuTpynun t
7. | Hekerornyeckas runeprivuuHeMus [muoun 1
8. | Tupo3uHemust tun | Tuposun *t
9. | Tupo3unemus Tu 2 Tuposun t
10. | ToMOLMCTUHYPUSI/HEAOCTATOUHOCTD LIMCTATUOHMH OeTa-CUHTETa3bl MeTtroHuH 1
11. | ®eHUIKETOHYpUS ®enunananux 11
12. | ApruHMHEMUSI/HEI0CTaTOYHOCTb apriHa3bl ApruHuH 1
13. | TlpormnoHoBas auuaeMus (HEIOCTaATOYHOCTh TporoHmT KoA KapOoKcHasbl) C31t
14. | MeTunmanoHoBas alluaAeMuUst C31;(C4DC 1)
15. | M3oBanepuaHoBas auuaemMust (HeIOCTaTOUHOCTh n3oBajiepust KoA nernaporeHasb) C51t
16. | HemocrarouHoctsb 2-mMeTmiiOyTupuia KoA neruaporeHasst C51
17. | HemoctatouHocTh n300yTrpua KoA neruaporeHasst C4 1t
18. | T'myrapoBas anuaeMus tur 1 (HemoctaToyHOCTb IiyTapuil KoA aerunporeHassl Tur 1) C5DC t
19. | HemocrarouHnocts 3-metunkporoHun KoA kapookcunasbl C50H
20. | MHoXecTBeHHas1 KapOOKCUIa3Hast HeI0CTaTOYHOCTh C50H t;C3 1
21. | HemoctaTroyHOCTh OMOTMHUIA3BI C50H
22. | ManoHoBas atuaemMust (HeI1ocTaTOUHOCTh MaJloHWIT KOA nekapbokcuiasbr) C3DC 1t
23. | HemoctaTouHOCTh MUTOXOHIpUAIBbHOM atieToalieTs KoA Trosasbt C5:1 1; C50H 1t
24. | HemoctatouyHoCTh 2-MeTWII-3-TuapokcubyTrpmit KoA nermaporeHass C5:1 1; C50H 1t
25. | HemocratouHocTh 3-ruapokcu-3-mMetuartyrapui KoA nuasel C50H t; C6DC t
26. | Hemocrarounocts 3-metmnriayrakonun KoA rumparassr C6DC t
27. | HenocraTouyHOCTb cpeaHelenoyeyHom aumni-KoA neruaporeHasbl C61;C8 1;C10 T;C10:1 t
28. | HemocTaTouyHOCTh OUEHB JUIMHHOLIETTOUeYHOM atni-KoA neruaporeHasst Cl4 t;Cl14:1 1;Cl14:2 t;Cl6:1 1
29. | HenocraTouHOCTh KOpOTKOLIEIOYeyHOM atui- KoA aerunporeHasbl C4 1
30. | HemoctaTOYHOCTD [JUIMHHOLIETTOUEYHOM 3-Tuapokcuaimi-KoA neruaporeHasbl C160H t; CI8OH t;
(nedexT TpudYHKIIMOHAIBHOTO OeIKa) CI18:10H 1; 18:20H
31. | Inyraposas aunaemus Tun 11 (HegoctarouHocth rrytapuit KoA nerunporenassl Tui I1), C41;C51;C6 15
MHOXECTBEHHasl HEIOCTaTOUHOCTh alui-KoA neruaporeHas C81;Cl10 t;CI2 1,
Cl4 t;Cl6 1;CI8 *
32. | Hapymenue TpaHcropta KapHUTHHA C0 {; TOTaIbHOE CHIXKEHUE
AMIKAPHUTHHOB
33. | HemocTaToYHOCTb KApHUTUH MAJIMUTOWII TpaHcdepasbl T [ CO1;Cl16L;Cl18:11;Cl18:21
34. | HemoctaTOYHOCTb KAPHUTHH MAJIMUTOMI TpaHchepasbl Tui 11 C0L;Cl16 1;Cl18:1 1;C18:2 1
35. | HemocTatouHOCTh KAPHUTHH,/AMJIKAPHUTUH TPAHCIIOKA3bI C0 L;Cl16 1;CI8:1 1;C18:2 *
36. | Hemocratounocts 2,4-nmueHon KoA pemykrasbt C10:2 *
37. | HemocTaTouHOCTB CpeaHelenovyeuHoi 3-kertoanui- KoA Trosasst CceDC t
C8DC 1
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Ta6nuya 2/ Table 2

Pe3synbraTbl HeOHaTaNbHOro ckpuHuHra metogom TMC Ha 37 HacnefcTBeHHbIX 6onesHeli o6meHa (nepuog 2017-2021 rr.)

Results of neonatal screening by tandem mass spectrometry for 37 hereditary metabolic diseases (period 2017-2021)

Toawr q“iiissgf:gﬁgrm Yuco peTecToB VYnenbHblii Bec BoisiBieno ®KY upﬁgjgz%%ﬁzggnﬁ
2017 (5 mec.) 8788 330 3,76 2 1
2018 19771 852 4,31 2 2
2019 18195 753 4,14 2 3
2020 17785 458 2,58 1 3
2021 (3 mec.) 3942 106 2,66 1 1
Wroro 68481 2499 3,65 8 10

CKPUHMHTA, TOrub;M He nporias petecta. COOTBETCTBEH-
HO, UMEETCS BBICOKAsI BEPOSITHOCTh HE TMarHOCTUPOBAHUS
HBO y ymepuux aeteii, MMEBIIMX COYETaHUE U3MEHEHUS
nokazareneit TMC ¢ comaTyeckoil maTonorvueit, BpoxaeH-
HBIMU TOPOKAMU Pa3BUTHSI, SKCTPEMaTbHO-HU3KOM Mac-
coli Tena. B maHHOI rpyrie Mbl bITaeMCsl IPOBECTU T'€HO-
TUNMpoBaHue poauteneil. K coxaneHuto, 10 HaCTOSIIIETO
BPEMEHU JaHHOE MCCIeAOBaHNE TTPOBOAUTCS B (henepaib-
HBIX YUPEXKICHUSIX U UMEET OTPAaHUYECHHYIO TOCTYITHOCTb.
Y yMepirx HOBOPOKAEHHBIX ObUTH MTOA03PEHUST Ha HENO-
CTaTOYHOCTb 3-TUIPOKCH-3-MeTUITTyTapui-KoA-muassl,
TOMOIMCTUHYPHIO/HEIOCTaTOYHOCTh IIMCTATUOHUH Oe-
Ta-CUHTETa3bl, aprTMHUHEMUIO/HEIOCTAaTOYHOCTh aprMHAa3bI,
HEJ0CTaTOYHOCTb CpeaHelernnoueyHoi anni-KoA neruapo-
reHasbl, [IyTapoBylo anuaemuto Tui I (HegoctaToyHOCTH
rnytapui KoA neruaporeHassl tur I1), MHOXeCTBEHHYIO
HeIocTaToYHOCTh auui-KoA aeruaporeHas, He0CTaTOY-
HOCTb KAPHUTHUH MaJIMUTOUI TpaHcdepassl Tun 11, Heno-
CTaTOYHOCTD 2-MeTUJIOyTUpua KoA neruaporeHasbl, He-
JIOCTAaTOYHOCTH M300yTUpua KoA neruaporeHasbl, TUPO3U-
Hemuto TuIl 1, 2. Tpoe HOBOPOXIEHHBIX UMEIN U3MEHEHUE
0oJiee MOJOBUHBI UCCIIEAYEMbIX METAOOIUTOB;

4. UmeeTcs rpyIiia [MHAMUYECKOTO HAOIIOIEHUS C U3-
MEHEHUSIMU Ha METa0OJUTOB MPU CKPUHUHTE, HO C HETIO-
TBepxkaeHHbIMU HBO.

Takum 06pa3om, MbI IIpeanoaaraeM, 4To YMciIo 601b-
HBIX CPEIY HOBOPOXKAEHHBIX, MPOIIEAIITNX CKPUHUHT Me-
TomoM TMC, MoxeT cocTaBisiTh 10 28, a yactota HBO
cpelr HOBOPOXKAEHHBIX MOXET JOCTUTaTh 1:2423.

Kpome nuarnoctuku HbO ckpuHuHr metonom TMC
Jlajl HEOXKUIAHHBI KOCBEHHBIN MOJOXUTEIbHbBIA MEAU -
HuHCKMi 2 dexT. U3MeHeHns B moKa3aTesiX, BbISBIIsI-
eMbIx ipu TMC, 3ayacTyio MPOUCXOAWIN TTPU BPOXKICH-
HBIX OPOKaX cepAlia, BPOXKIESHHBIX aTPE3USIX XEeTUYHBIX
IyTei 1/WJI1 KEeTIHOTO My3bIpsI, TelaTuTax, MopoKax pa3-

BUTUS TTouek. He cMoTpst Ha TO, YTO MpennoaaraeMblii 1u-
arHo3 HBO 6b11 cHAT, HaiineHo 6ojiee 10 HOBOPOXKIECHHBIX
umeBLIMX TsKebie BITP, He muarHocTMpoBaHHBIE BO Bpe-
M1 OepeMEHHOCTHU MPU MTPeHATATbHOM CKPUHMHTE U BbISIB-
JIEHHBIE TOJIKO MPU YIITYyOJIeHHOM 00CIeIOBaHUH B CBSI3U
C UBMEHEHUSIMM OUOXMMUYECKUX MapKEPOB.

Taxkum 06pa3om, HeOHaTaIbHbI CKPUHUHT METOIOM
TMC saBnsiercst 2pHEKTUBHBIM 37I€MEHTOM KJIMHUYECKOMU
MPaKTUKU, TIO3BOJISTIOIIMM CHIXATh 3a00J1eBa€MOCTh, UH-
BJIMIHOCTb U CMePTHOCTh HaceseHus oT HBO, uto ak-
TUBHO 00CYXIaeTcCsl pa3IMYHbIMU aBTOpaMH [4] U AUKTY-
€T He0OXOAUMOCTb BHEAPEHUS IPOTrPaMM pacIIMPEHHOTO
ckpuHuHra B Poccuu.
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