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OBOCHOBAHUE PACIHIMPEHMUS ITPOI'PAMMBI
HEOHATAJIBHOI'O CKPUHUHT A B POCCUIICKON ®EJIEPAIIIN

Annomayun: B Oannoli cmamve Mbl paccmampugaem HeoOX00UMOCMb
PACWUPEHHOU NPOSPAMMbL HEOHAMANbHO20 CKPUHUH2d, 68€0eHHOU 6 pabomy
HeoHamanvuwlix cyoxcd Poccutickou Pedepayuu 6 2023 200y. B kauecmee npumepa
npueooaAmcs maxue 3a001e8anusi NpoSpaAMMbl, KAK CHUHANbHAS MbIUEeYHAs
ampous  (CMA) u nepsuunvie ummynooepuyumor (IIH]]). Ilo3omnsaa
Mauugpecmayusi CcuMnmomos, 0opococmosujee JjeyeHue U HeONa2oNPUSMHbBIX
NpocHO3 00YCrasIu8aom HeobXo00UMOCmb paHHel OUAeHOCMUKU HOOOOHbBIX
HACNeOCMBEHHbIX 3a001e8aHUlL OJisl CBOEBPEMEHHO20 HAYALA UX IeUeHUsL.

Kntouesvie cnosea: neonamanvuvili CKpUHUHZ, DPACUWUPEHHAS NPOSPAMMA,
HacleocmeeHHvle 3a001e6aHus, CHUHAIbHAA Mmbluleynas ampogusa (CMA),
nepsuunvie ummyHooeuyumol (IIH]]).

Annotation: In this article, we consider the need for an expanded neonatal
screening program introduced into the work of neonatal services of the Russian

Federation in 2023. As an example, there are such diseases of the program as spinal

«Hay4Ho-npaKkTu4eckun aneKTpPoHHbIN XXypHan Annea Hayku» Ne3(78) 2023
Alley-science.ru



muscular atrophy (SMA) and primary immunodeficiency (PID). The late
manifestation of symptoms, expensive treatment and unfavorable prognosis
necessitate the early diagnosis of such hereditary diseases for the timely start of
their treatment.

Keywords: neonatal screening, extended program, hereditary diseases, spinal

muscular atrophy (SMA), primary immunodeficiency (PID).

HeonaTtanbHblii CKpUHMHT — MacCOBO€ OOCIJIEIOBaHHWE HOBOPOXKICHHBIX C
L[EJIbIO BBISBJICHUS! HACJIEICTBEHHBIX 3a00JIEBAHUM MPU OTCYTCTBUU KIMHUYECKHUX
cumnToMoB. B Hacrosmee Bpems B Poccuiickoin ®enpepanuu s BCEX
HOBOPOJKJICHHBIX MPOBOASATCS HCCIENOBAaHUS HA BBISBIICHHE ISATH T'€HETHYECKUX
3a00JeBaHui: (PEHUIIKETOHYPUU, MYKOBUCIINI03a, TUIIOTUPEO03a, ralaKTO3EMUH U
aJIPEHOTCHUTAILHOTO  CHUHJIpoMa. 3abop OHOJIOTMYECKOro MmaTepuana  Jyis
MCCIIEIOBAHUSI TIPOU3BOJUTCA W3 ISATKM HOBOPOXKIECHHOrO Ha 4 JEHb KU3HU Y
JIOHOIIIEHHOTO Y Ha 7 JIEHb — Y HEJIOHOIIIEHHOT0 peOeHka. HeoHnaranbHbI CKpUHUHT
JTAET BO3MOXXHOCTh PAHHEW IMAarHOCTUKHU CEPhE3HOM HACJIEICTBEHHOW MATOJIOTHH,
4YTO, B CBOKO OU€PE/Ib, IO3BOJIAET HAYaTh CBOEBPEMEHHOE JieueHne. O1HaKO, JaHHAs
nporpamma TpeOyeT 10paboTKU U pacIIMpEeHus CIUCKa 3a00JIeBaHHIA.

B Poccumn, Takke Kak B OOJBIIMHCTBE CTpaH MHPA, TMPOBOIUTCS
HEOHATAJIbHBIH CKPUHUHI — O0OCJIeIOBaHUE BCEX HOBOPOXKIEHHBIX JETed Ha
HECKOJIPKO HACJICICTBEHHBIX 3a00JICBaHMM, B IIEIAX WX PAHHETO BBIABICHUA,
CBOEBPEMEHHOTO JICUCHUS, NPOPUIAKTUKHA PA3BUTHUS TSKEIBIX KIMHUYECKUX
nocieactBuid (Ilpukaz M3 PO Nel85 ot 22.03.2006 "O mMaccoBoM 00CiIeq0BaHUN
HOBOPOJXKJICHHBIX JIeTeH Ha HacliencTBeHHBbIe 3a0oneBanus")[1]. B Poccuiickoi
deneparuu  NPEIyCMOTPEHO  0OC/IEIOBaHME  HOBOPOXKJIEGHHBIX  HAa 5
HACJICICTBEHHBIX 3a00JIeBaHMM: (DEHWIKETOHYpPHs, MyKOBUCIIU03, BPOKICHHBIN
TUIIOTUPEO3, aIPEHOTCHUTAIBHBIN CUHIPOM, rajgakro3eMus. OJHaKo, CyIIeCTBYIOT
U JIpyrue Cephe3Hble HACJEICTBEHHBbIC 3a00JIeBaHUs, KOTOPbIE MOTYT HAaHOCHTH

HETOTPABUMBIN BPE 3J0POBBIO, €CITH UX OOHAPYKUTh CIUIIKOM MO3aHO. IMeHHO
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no3ToMy B pecrnyOnuke bamikupusi opraHM30Bald MUIOTHBIM MPOEKT, COTJIACHO
KOTOpOMY OyZeT TpOW3BOAUTCS MACCOBBIH HEOHATaJbHOTO CKPUHUHTA Ha
CHUHAIBHYIO MbIIeuHyto nuctpodpuio (CMA) u nepBUYHbIE UMMYHOJE(OUIIUTHI
(ITNMdp1). OpraHu3atopoM [aHHOTO MpOEKTa SBJSIETCS MeIUKO-TeHEeTHUYEeCKUN
Hay4HBIN IeHTp uMeHu akajgemuka H. I1. boukosa (MI'HLI), rooBHOE yupexaeHue
Menuko-renernueckoit ciy»0n1 Poccun [2].

['maBHas 3amaya MPOEKTa — YCTAHOBHUTH TOYHBIM JMATHO3 JI0 MPOSBICHHS
IIEPBBIX CUMIITOMOB, YTO KpaliHE Ba)XHO JJIs YCIIEIIHOIO JieueHus. be3 MaccoBoro
HEOHATAJIbHOTO CKPUHUHTA B OOJIBIIMHCTBE CIY4YaeB IMArHO3 YJAETCs YCTaHOBUTH
TOJIBKO TIOCJIE TOT0, KaK 3a00JIEBAHHE MPOSBUIIOCH, & 3TO 03HAYAET, UTO B OPraHU3Me
y’K€ MPOU30LUIN HEOOpaTUMble W3MEHEHUA. [laHHBIN MPOEKT 3aMHTEPECOBAIl YKE
HECKOJIbKO PpETrMOHOB, KOTOpbIE MPUCOEAUMHWINCh K HeMy (Bmamgumupckas,
Pssanckas, CepaiioBckasi, OpeHOyprckast 061acT).

CnunanbHas melneynas atpodus (CMA) — rpynmna peikuX TeHEeTHUYEeCKUX
3a00J1eBaHUM, CBA3AHHBIX C HOCUTEJIBCTBOM MYTAHTHOrO ajuiens reHa SMN-1,
BBI3BIBAIOIIUM THOEIh MOTOHEHPOHOB IEPETHUX POrOB CHHHHOTO Mo3sra [4].
3aboneBanue nuarHoctupyercs y 1 u3 6-10 ThiCcsi4 HOBOPOXKACHHBIX U SIBISETCA
caMOMl YacToW MPUYMHOW TE€HETUYECKH OOYCJIOBJICHHOW CMEpPTHOCTH JETEH B
Bo3pacte 110 1 roxa [3][4].

Knunnueckne  mposiBnenuss CMA  mpencraBieHbl  OynbOapHBIMU
HapymieHUssMA (OCITAOJNEHHBIM KPHUK, (DACIUKYIAIUHA SI3bIKA), aTpPO(Us MBIIIIII,
CHW)KEHMA WJIA OTCYTCTBHE TJIyOOKHX peQieKcoB, HapyLIeHUs AbIXaHUS,
ractpoa3odareanbHblil pedIIoKC, HapYyIICHUE BEreTaTUBHOW MHHEPBALMK CEp/Ilia,
BPOXKICHHBIC MIOPOKHU | apyroe [4].

B mnacrosiiee Bpemsi HauOosblueld 3¢p¢dekTuBHOCTHIO B Jeduennn CMA
o0naaroT TpW Tpemapara, JIEeWCTBHE KOTOPBIX HAMpaBIEHO HA YBEJIUYCHHE
nponaykiuu Oenka SMN, KOTOpwlii HEOOXOAMM ISl BBDKHMBAHUS JIBUTATEIHHBIX

HEUPOHOB:
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° «CnuHpasa» (HyHUHEpCEH) — MepBOe JieKapcTBO, ogoopenHoe FDA
JUIsl IPUMEHEHMs 1eTbMH M B3pocibiMu B 2016 romy. PazpaboTtumkom siBisiercs
aMepHUKaHCKas MHTEepHAIlMOHAIbHAs OMOTeXHoJornueckass kommnanusi Biogen Inc.
«Cnunpaza» ¢ 2017 roga takxke paspemieHa k npumenenuto B EC; B Poccun — ¢
2019 roma (JITT-005730-160819). 3a nepBbIM BBEJICHUEM JOJIKHBI ITOCIE0BATD €IIIe
TPU UHBEKINHU — uepe3 2, 4 u 9 Henelb, a 3aTeM 1o 103€ pa3 B 4 mecana. Tepanuto
IPOJOJDKAIOT JI0 TEX MOp, MOKa MAalMEHT NOoJIy4aeT OT Hee noJb3y. llena
«Cnunpaszel» B CHIA coctaBnger 133 ThiCc. H0JIapOB 3a OAHY HMHBEKIUIO, a
CTOMMOCTH JieueHus — 750 ThIC. JOJUIAPOB 3a MEPBBIN rOJ TEPAMU U MO 375 ThIC.
JOJUTAPOB €KETOTHO B MOCIICAYIONINE TOabI [D].

° «IBpucan» (puUcCAMIUIaM) — TEPBBIM MEpOpabHBIA Mpenapar s
neyenuss CMA, onobpennsiii FDA aBryctre 2020 roma mjig jeyeHUsl NalMEHTOB
cTapiie IByX MecsiieB. B ToT ke roj 3apeructpuposan B PO (JI[1-006602-261120).
OT1o pa3paboTka aMepUKaHCKOW OuoTexHojiornueckor kopropamuu Genentech,
Inc., Bxonsmelr B cocraB F. Hoffmann-La Roche AG. Ilpenapar ucnons3yror
eKEeQHEBHO M IIOKM3HEHHO. ['omoBasg crouMocTh HaumHaeTcst ¢ MeHee 100 Toic.
JIOJU1apoB, a mpeaenbHas nocturaet 340 ThIC. AOJJIAPOB, B 3aBUCUMOCTH OT MAacChl
TeJa naruenTa [5].

° «3onreHcMa» (OHaCEMHOTEH abemapBOBEK) — Mpernapar, KOTOPbIH
npousBoauTcs Oasupyromeiics B CIIA mBelinapckoit OnodapmaneBTUYECKON
kommanueit Novartis Gene Therapies. Biepsoeie oqo0pen FDA 24 mas 2019 rona, B
P® — 5o cux nop He 3apeructpupoBad. ITo Haubosee 3(hPeKTUBHBIN Npenapar A
nedenuss CMA, OCHOBaHHBIN Ha T'€HHO-TEPANEBTUYECKOM MOAXOMAE. «30JITCHCMa
HeceT paboumit reH SMNI, Haxomsmuics BHYTPU aJ€HOACCOIMUPOBAHHOTO
BUpYCa, KOTOPBIN BBICTYNAET KaK BEKTOpP. AKTUBHBIN WHIPEAUEHT MPOHUKAECT B
HEPBBI M BOCCTAHABIMBAET I'€H, KOTOPBIN 3aT€M MPOU3BOIUT OCIIKU, HEOOXOIUMbIE
JUTs1 QYHKIIMOHUPOBAHUSI HEPBOB M KOHTPOJIS IBM>KEHUS M. Jlo3a onpenensercs
B 3aBUCMMOCTH OT Beca nanueHTta. To ecTh «30irencma 3aMeHseT OTCYTCTBYIOLIUN

win Hepabounii reH SMN1 Ha QyHKIMOHATBHYIO KONUIO, HOPMAJIHU3ys BRIPAOOTKY
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Oenka BBDKMBAEMOCTH MOTOHEHWPOHOB. [laHHBIN TpemapaT MMeeT HauOOJBIICIO
CTOUMOCTH — 2,125 MutH osutapos [5].

Kpome toro, marentsl co CMA U X CEMBbH MOTYT HECTHU U TAKUE PACXOJBbIL,
KaK MoTepsi 3apaOO0TKOB (3apIuiaThl JIMIIAM, OCYIIECTBISIONIUM YXOJ), a TakkKe
npUOOpEeTEeHUE TEXHUYECKUX CPENCTB IJsi oOecredeHus: MOOWJIBHOCTH U
HE3aBUCHUMOCTH MAllMEHTA.

CMA nuarHocTupyercsi, Kak MpaBWIO, C TMOSBICHUEM KIMHUYECKOU
CUMIITOMATUKHA, a K 3TOMY BpPEMEHHM B OpraHu3Me peOeHKa YK€ HMMEIOTCS
HeoOpatumMblie m3meHeHus [3][4].

Uro kacaercs mnepBuuYHBIX uMMyHonxedumurtoB (I[IM[), To 310 -—
HACJIEICTBEHHBIC WK MPUOOPETEHHBIE BO BHYTPUYTPOOHOM Iepuo ie 3a00IeBaHus,
XapaKkTepU3yrolumecs HapyeHueM paboThl OJHOTO MU HECKOJIBKUX KOMIIOHEHTOB
MMMYHHOU cucTeMBbl. Exxeronnas poxaaeMocts aereit ¢ [IN/] cocrasisier He MeHee
1 Ha 16-17 ThIC. HOBOPOXAEHHBIX. 3a mocieaHue 10 et oTMedaeTcsi 3HaUMTEIbHBIN
POCT YHCIIa TUarHOCTUPOBAHHBIX MAIIMCHTOB C JIAHHOM maroJioruei [6].

Taxoke, kak u B ciydae co CMA, 1o HelaBHET0 BpEMEHU HEBO3MOKHO ObLIO
uaeHtuguuupoats  [IMJlp1 1o  maHudectauuu  CUMOTOMOB,  KOTOpbIE
MIPEICTABIISAIOT coboit pPEeLUUAUBUPYIOLIME WH()EKITMOHHBIE, TSKEIIbIe
MMMYHOJIOTUYECKME W  TIE€MaTOJIOTMYECKHE  IATOJOTMH, HEBPOJIOTHYECKUE
HapyIIeHUs, apTPOINATUM, SHJOKPUHOIMATUH, 3aJepKKa (U3UYECKOTO PAa3BUTHUS U
MHOTro€ Jipyroe. MHOTHE IeTH MOTHOAOT 0 TOCTAHOBKU JAMaruosa [7].

[ToMumo 3TOTO, BasKHOU TPOOJIEMOM SIBIsieTCS oOsi3aTeNibHAsl BaKIMHAIIUS
HOBOPOXJICHHBIX. MCToJIb30BaHuE “KUBBIX~ BAKIIUH MOXET MPUBECTU K TKEIIBIM
UH(EKITHOHHBIM OCTIOXHEHUAM [7].

OcnHoBHbiMH MeTOnamu JieueHus [IMJ] B HacTosiiee BpeMsi BBICTYHAIOT:
re€HHas WHXXEHepHUs, Iepecajka KOCTHOTO MO3ra M HMMYHHBIX KJIETOK,
3aMECTHUTENIbHAsT Tepanusi (BHYTPUBEHHbIE HMMMYHOIIOOynuHbI). (CoriacHo
MOACYETaM, CpPEIHsAsI CTOMMOCTh PAaHHEN TpaHCIUIaHTaUuu cocTtaBisger 120 Toic.

J0JUTapoB, o3aHeH — 360 ToIC [7].
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Bce BplmeonncanHoe, BKIKOYAs TSKEIYK) CHUMIITOMAaTHKY W BBICOKYIO
CTOMMOCTh JICUCHHSI, ONpPEIEIsieT HEOOXOIMMOCTh KaK MOXHO Oojee paHHEl
JIMAarHOCTUKH JTAaHHBIX COCTOSIHHMM, KOTJa OpraHu3M peOeHKa ele He MpuoopeTaer
HEOOpaTUMBIX (DYHKIMOHAIBHBIX HAPYIICHUH.

Kak u B cnyuyae moboro 3a0osieBaHusi, OCOOCHHO >KM3HEYTPOXKAIOIIETO,
paHHEe Hayajo TEPANUH MTO3BOJIAET YIYUIINTh )KU3HEHHBIN MPOTHO3 MalKeHTa. Tak,
HanpuMep, oKa3zaHa BeICOKas 3P pexkTuBHOCTS eueHus [11]] B mepssie 3,5 Mecsna
KU3HU peOeHka — o01as OecCUMIITOMHasl BBIKMBAEMOCTh cocTaBiisieT 94%, a ¢
NIPUCOCTMHECHHOW OakTepuanbHOl nHdpekuei — mumb 50% [7]. To ke kacaercs u
CMA.

3akiouenue:

HeonaranbHblii CKpUHHUHT HAa CETONHAIIHWN JEHb SIBJISETCS BaXHEUIIUM
(bakTOpoM YIIyUIIEHUS )KU3HEHHOTO MPOTHO3a HOBOPOXKIICHHBIX IyTEM paHHEH
JUATHOCTUKHU TSDKEJBIX HACJCACTBEHHBIX 3a00J€BaHUM U, Kak CIEJICTBUE,
CBOECBPEMEHHOTO Hauajia ux JiedeHus. Bruots 10 2023 roma CKpUHUHT BKJIIOYAN B
cebs oOcnmenoBaHUsl Ha TMSTh NATOJOTHUM: (DEHUIIKETOHYPHUIO, TalaKTO3EMHUIO,
TMIIOTUPEO3, MYKOBUCHHIO3 UM  aQJPEHOTEHUTANBHBIA  cUHAPOM. OpxHako
CYIIECTBYIOIIAs TporpamMma TpeOyeT paciIupeHUid B CBSI3U C BBISIBJICHHOM BHICOKOM
pPacpoCTPaHEHHOCTHIO JIPYTUX BPOXKIACHHBIX 3a00JI€BaHUM, WHBAIUAU3IUPYIOIMINX
JieTel, Hampumep, TaKuX, Kak CIUHaJbHas MbIIeyHasi atpodusi U TMEePBUYHbBIC
UMMYHOAECPUIUTHI.

N 1o, m gpyroe 3abojeBaHME HAHOCAT CYIIECTBEHHBIN yiiepO Kak Bcei
JnanbHemen >Ku3HW pebdeHka, Tak M OHKETy €ero CeMbU: KIMHUYECKUE
IIPOSIBJICHUsI PA3BUBAKOTCA JOCTATOYHO IO3JHO, KOTJa OpraHM3M YeJIOBEKa YKe
npeTepreBaeT HeoOpaTHUMble HM3MEHEHUs, a Ha pa3paboTKy METOIOB JIEUEHHUs
TpaTUTCs OOJIBIIOE KOJUYECTBO JIEHEKHBIX CPEJCTB, YTO, B KOHEYHOM HTOTE,
00yCJIaBIMBAET MX BBHICOKYIO IIEHY Ha PHIHKE MEIUITUHCKHUX YCIYT.

Pannsis guarHoctuka Jr000ro 3a0oJieBaHUSI — 3TO OJHOBPEMEHHO U

HpO(I)I/IJ'IaKTI/IKa BO3MOXXHBIX HC6J’IaFOHpI/IHTHLIX HCXO0A0B, TaK KaK OHa aOac€T
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BO3MOKHOCTh HayaTh JICUCHHE Ha TOM JTare, Korma oHo HamOosee 3(ppeKTuBHO.
Oco0eHHYI0 BaKHOCTb JTaHHBIN (DakT mpuoOpeTaeT B OTHOLUICHUH HOBOPOKICHHBIX
7eTeld, BOBpEeMsi HE JWAarHOCTUPOBAaHHAs MATOJOTHA Y KOTOPBIX B JajbHEUIIEM
OPUBOJUT K TOAAM HEMOJHOLEHHOW >KU3HH, OOYCIOBICHHOW MYYHMTEIbHBIMU
KJIMHUYECKUMH CUMIITOMAaMH U TIOCTOSIHHOW M3MaTHIBAIOLICH Tepanue.

[TosToMy MBI cuMTaeMm, 4YTO BBEJCHHME PACIIMPEHHOW IPOTPaMMBI
HEOHATaJIbHOro CcKpuHUHra B Poccuiickonn ®enepanun ¢ 2023 roma sBisieTCs
abCOIOTHO OOOCHOBAHHBIM M II€JIECOOOPA3HBIM MEPOIPUATUEM IO CHUYKEHUIO
3a00JIeBa€MOCTH M CMEPTHOCTH HacelleHHus1 OT 3a00JIeBaHUM, CIPaBUTHCS C
KOTOPBIMU JTOCTaTOYHO TPYAHO JaK€ HA COBPEMEHHOM JTalle Pa3BUTHS MUPOBOM

MCAUIIUHBI.
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