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Pesiome

OCHOBHOW Uenblo HeOHaTalIbHOrO CKPUHMHIA HOBOPOXKAEHHbIX ABMAETCA paHHee Bbl-
ABNeHNe 6eCCUMNTOMHbIX MafieHLIEB C PALOM TSXKeNbIX 3a00NeBaHNiA, Af1A KOTOPbIX J0-
CTynHo 3$deKTNBHOE NeyeHne N ANa KOTOPbIX PaHHAA AUarHOCTMKa 1 BMeLLaTeNlbCTBO
NpeaoTBPATAT Cepbe3Hble NOCNEACTBUA. Taxenas KOMOUHUPOBaHHAs UMMYHHasA Hepo-
CTAaTOUYHOCTb ABAETCA BPOXKAEHHbBIM HapyLIEHUEM UMMYHHOW GyHKLUMI, KOTopas TpebyeTt
ObICTPON ANATHOCTUKN U JIeYEHS 47151 NPEAOoTBPALLEHNA ONACHBIX 4151 XKN3HU MHOEKLNTA,
YNyULIEHMA BbPKMBAEMOCTU M KayecTBa »KM3HU. OTcyTcTBME QYHKLMOHANbHbIX T- n/nnu
B-numdounToB Npn BPOXKAEHHbIX HAPYLIEHUAX UMMYHUTETA CIYXUT AUArHOCTUYECKM
KpuTepuem, KOTOPbI NCNOSb3YIOT A1A CKPUHWHIA HOBOPOXAEHHbIX. K HacToAwemy Bpe-
MEeHU CyLecTByeT MeToA paHHel ANAarHOCTUKKU, OCHOBAHHbIA Ha OnpeAeneHnn NpoaykK-
TOB pekoMOMHaLum reHoB peLentopoB T- 1 B-numdbounTos, KoTopbln 3dpdekTuBeH ans
BbIABNEHNA NEPBUYHBIX UMMyHOAepUUUTOB. B HacToALee Bpems, MO AaHHbIM perncrpa
nepBUYHbIX UMMYyHOAepUUMTOB Pecnybnnkn benapycb, 3apernctprpoBaHo 22 naumeHTa
C TAKENON KOMOVHUPOBAHHOW UMMYHHOWN HEAOCTAaTOYHOCTBIO, U3 HUX MATW MALMEHTaM
BbINOJZIHEHA TPAHCMIAHTaAUMA reMONO3TUYECKMX CTBOMOBbIX KNeToK. 4/5 nauueHToB no-
Cfle TpaHCMMaHTauumM *uBbl. TakMM 06pa3oM, YacToTa BCTPEUYAaEMOCTM AaHHONM MaTosio-
rMmn cocTaBnsieT NpnbamsnTtenibHo 1 Ha 300 000, B CpaBHEHWY C MUPOBBLIMU JAaHHBIMU 3TO
CBVAETENbCTBYET O HEQOBLIABIAEMOCTU TAXKENON KOMOVHUPOBAHHOW MMMYHHOW Hefo-
CTaTOYHOCTU B CBA3M C PAaHHElN MIAeHYECKON CMePTHOCTbIO. 115 NoMHOMACIITabHOro
BHEAPEHNA CKPVYHMHIA HEOOXOAMMO NpoBefeHVe NUOTHOMO NCCNIeOBaHNSA C YCTaHOB-
NEHMEM YacTOTbl BCTPeYaeMocTn He 6osiee yem 1 Ha 50 000 HOBOpPOXAeHHbIX. B cTaTbe
npoBedeH aHann3 NCcefoBaHNI, OTPAXKAIOLWMX JaHHbIE Kak O MUIOTHbIX MPoeKTax, Tak
1 O MOSIHOMACLUTABHOM HEOHATANIbHOM CKPUHWHTE NEPBUYHBIX UMMYHOAEDULNTOB B pas-
HbIX CTPaHax.

KnioueBble cnoBa: nepsuyHble ummyHogedpuumtol, TKNH, HeoHaTanbHbIN CKPUHWHT,
TREC, KREC
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Abstract

The main purpose of neonatal newborn screening is the early detection of asymptomatic
infants with a number of severe diseases for which effective treatment is available and
where early diagnosis and intervention prevent serious consequences. Severe combined
immune deficiency is a congenital disorder of immune function that requires rapid
diagnosisand treatmentto preventlife-threateninginfections,improve survivaland quality
of life. The absence of functional T- and/or B-lymphocytes of congenital immune disorders
serves as a diagnostic criterion and can be used for screening newborns. There is a reliable
and sensitive method for quantifying markers of T- and B-lymphocyte angiogenesis,
which has proven effective in screening studies to identify primary immunodeficiency
in the countries where they are conducted. To date, there is an early diagnostic method
based on the determination of recombination products of T- and B-lymphocyte receptor
genes, which is effective for detecting primary immunodeficiencies. Currently, according
to the register of primary immunodeficiencies of the Republic of Belarus, 22 patients with
severe combined immunodeficiency are registered, of which five patients underwent
hematopoietic stem cell transplantation. Currently, 4/5 transplant patients are alive.
Thus, the incidence of this pathology is approximately 1 in 300,000, in comparison with
world data, this indicates the underdetection of SCID due to early infant mortality. And
for the full implementation of screening, it is necessary to conduct a pilot study with the
establishment of a frequency of occurrence of no more than 1 in 50,000 newborns. The
article analyzes studies that reflect data from both pilot projects and full-scale neonatal
screening for primary immunodeficiency’s in different countries.

Keywords: primary immunodeficiencies, SCID, neonatal screening, TREC, KREC

W BBEAEHUE

MepBuyHble nMmyHopeduuutel (MAL) npefncTaBnAlT cOOON reTeporeHHy rpynmny
BPOXAEHHbIX HapyweHUA UMMYHUTETa, NPUBOJALMX K CMEPTHOCTU AeTer C AaHHbIM
3aboneBaHviemM B paHHeM Bo3pacTe [1, 2]. Ha cerogHswHWIA eHb onncaHo 485 reHeTun-
yecknx nosiomok, npusogawmx K MU [3]. Hanbonee onacHbIM, TAXENbIM, YrpoXKato-
UM XM3HU pebeHKa 3aboneBaHMeEM SIBASETCA TsXenas KOMOMHMPOBAHHAA MMMYHHas
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HepocTatoyHocTb (TKWH), KoTopaa npoaBnsAetrcA HegocTtaTtkoMm  T-numd¢ouunToB.
B-numdountbl 1 NK-KneTku MoryT oTCyTCTBOBaTb B pa3HOl CTENEeHU B 3aBUCUMOCTU OT
monekynapHoro fedekra [4, 5]. Kak npasuno, getn ¢ TKVH poxpaatotca 3qopoBbiMy, T. €.
6e3 KNMHNYeCKX NPU3HaKoB 3aboneBaHNA, OHAKO YXe K 2-3 MecsALlaM X13Hu 3abonesa-
HUe NPOoABNAETCA TAXENbIMU MHOEKUNAMM, BINIOTb A0 FreHepann3oBaHHbIX popm, Mopoi
C aTUMNYHbIM XapaKTepoM. be3 paHHeln AnarHOCTUKK, a 3HauuT, CBOEBPEMEHHOIO Nieye-
HuA 3aboneBaHne PpaTanbHO U AeTh NormbatoT Ha NepPBOM rofly »KU3HW.

PacnpocTtpaHeHHOCTb 11 3aboneBaemocTb N[ BapbupyoTcA B 3aBUCUMOCTM OT TUNA
3aboneBaHuA, BO3pacTa, Nosa, STHUYECKOWN NPUHAANEXHOCTM U reorpaduryeckoro no-
JNIOXKeHuA.

PaHee cuntanocb, uto MM BCTpeuatoTcA peako, a Yactota TKMH 6bina HemsBecTHa.
C Tex nop nepcrneKkTNBHblE MPOrpaMMbl CKPUHWHIA MO3BOAUAN ONPeAennTb UCTUHHYIO 3a-
6onesaemoctb TKMH 1 gna kaxpgown cTpaHbl OHa pa3Han. Kpome Toro, CKpUHMHE cnocob-
CTBOBaJ1 BbIABNEHWNIO U NIeYEHWIO MNaieHLieB, KOTOpble B MPOTUBHOM ciiyyae ymepnu 6bl
OT OCNOXHeHuN HeBbiaBneHHoro TKMH. Ha ocHoBaHUM nccnegoBaHui, NpoBedeHHbIX B
CLUA, B xofe KoTopbix 66110 06CIegoBaHo 6onee 3 MUINIMOHOB MNafeHLueB, YactoTa TK/H
OKa3aslaCb HAMHOTO BblLLIE, YEM OXKMNAANOCH, U cocTaBuia 1/58 000, a yacToTa KNNMHUYECKN
3Hauumow T-knetoyHon numdoneHun coctasuna 1/7300 [6]. YunTbiBad, uto MU npeg-
CTaBnAT coboi 6oNblUYIO 1 reTeporeHHy rpynny reHeTuYeckrx 3abonesaHui, KOTopble
No OTAENbHOCTU ABAAIOTCA PEAKUMUN COCTOAHUAMMU, CKPUHUHT HOBOPOXAEHHbIX Npeaa-
raet 4ONOSIHUTENIbHbIE NPEeNMYyLLEeCTBa B paHHEN AMarHOCTUKe AaHHOW NaToNornun.

B /ICTOPUA CKPUHWUHIA HOBOPOXAEHHbIX HA NMEPBUYHbIE
NMMYHOZLEOULINTDI

TKWH npepctaBnaeT coboi 3Haunmyto couranbHyio 1 MeauLMHCKYIo Npobnemy B CBS-
31 C paHHel MNnageHYecKkon CMepTHOCTbIo. OueBUHa NPUBNEKaTeIbHOCTb BO3MOXHOCTY
CBOEBPEMEHHOTO JIeUEHMSA, CHUMXKEHUA 1 NPefoTBPaLLEHNA AETCKON CMePTHOCTM C MOMO-
Wblo paHHero BbiABNeHNA. OcHoBoMoMarawwwen XapakTepucTUKoON Noboro CKPUHMHIA
ABNAETCA CHUXKEHNE CMEePTHOCTM OT TOM unm nHom natonoruw. Mo ston npuunHe TKNH
ABNAETCA NOAXOAALMM «KaHAMAATOM» ANA CKPUHMHIA HOBOPOXAEHHbIX COrNacHo Kpute-
puam YuncoHa u lOHrepa, KoTopble BKOUaloT: HEBO3MOXHOCTb BbiAB/IeHWA 3aboneBaHNA
PYTVHHBIMU MeTO4aMU, UCMOJIb3yeMbIMM HEOHATONIOraMu 1 NeauaTpaMm Npu POXAEHUN
pebeHKa; 3HauMTenbHOE HeraTnBHOe BNMAHKE 3aboneBaHNA Ha 300POBbe HOBOPOXAEH-
Horo pebeHKa; BO3MOXHOCTb M13/ieueHrsA MO0 3HAUMTENBHOTO YNyYLLIEeHNA KauecTBa Xun3-
HW NaureHTa Npy paHHen NoCTaHOBKe AarHo3a; CyLecTBOBaHWe NpoCToro, HeAopororo,
sbdpekTnBHOrO M cneundryHoro NabopaTopHOro aHanmsa AnA CKPUHUHIA NCKOMOTO 3a-
6onesaHuA [7]. Beuay Toro, uto TKMH nposaBnaeTca HU3KUM ypOBHEM UK OTCYTCTBMEM
T-numdoLNTOB, CKDUHUHT HOBOPOXKAEHHbIX Ha T-KNeTOUHY0 NMMPOneHnto ABNAETCA nae-
anbHOW cTpaTerven AnA BbiABNeHNA 3aboneBaHus.

B 1970-x rr. 66N NpeAnpUHATbI NepBOHaYanbHble MOMbITKA CKPUHUHIA HOBOPOX-
AeHHbIX Ha TKUH ¢ pednumtom ageHosmHaesammHasbl (ALA) ¢ ncnonb3oBaHMEM KOMO-
pumeTpryeckoro aHanusa pepmeHTa ALLA B «CyXOW Kanse» KpoBY, HO OHU He YBEHYanmnchb
yCnexom 13-3a NPonyLIeHHbIX CllyYyaeB 1 60MbLIOrO KOMMYECTBA JIOXKHOMONOXKUTENbHbIX
pe3synbraTos [8]. IHTepneknH-7 (UJ1-7), npoayumpyemblin CTPOManbHbIMU KeTKamm TU-
Myca ana nHaykuumn nponndepaumn n anddepeHUNpPOBKY He3penbiX TUMOLMTOB, TaKkKe
6bIn1 NpeanoxeH B KayectBe 6uomapkepa TKMH. OgHako BBUAY HU3KOW CTabUIbHOCTY
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n 6bicTpoin perpagaumm UT-7 B «cyxoli Kanne» KpoBu Obino NonyyeHo MHOFO JIOXKHOMO-
NOXKUTENbHbIX PE3yNbTaToB, MO3TOMY M 3TOT TECT He Bblep»kan NpoBepKu BpemeHeM [9].

Cnepytollan npefsioxeHHaa CcTpaTerns BKOYana CKPUHMHE KaXXJoro HOBOPOXAEH-
HOrO C MOMHbIM aHANIM30M KPOBU AJ1A ONpefeneHns Konnyectsa nMMeoLmnTOB, KOTOPbIN
CuMTanca HefoOCTaTOUHO YyBCTBUTENbHbIM [10]. BnocneacTBmm Takke paccmaTpuBancsa
CKPUHWHF MYNOBUHHOW KPOBW Ha Nonynauumn T-KNeToK C NOMOLL b NMPOTOYHON LUTOMe-
Tpun. OfHAKO, yUUTbIBasA, UTO 3TO, BEPOATHO, NOTPebyeT MHOro BpeMeHU Y SKOHOMUYECKN
HeBbIFOAHO, MPOAOKANCA NOUCK APYrMX METOAOB, KOTOpble 6bUIn Obl 3PPeKTUBHbI AnA
BblABNEHNA T-KneToyHom numeoneHmm [11].

B 1982 r. MeTOlOM 3NEKTPOHHOI MUKPOCKONUK Bblla 06HapyXeHa BHEXPOMOCOMHasn
konbuesasa [JHK B TumouwmTax mbiwn. bnarogapsa npoueccy KnoHMpPoBaHKA OblNo yCTaHOB-
neHo, yto AaHHaa [IHK B BMae Konbla — He YTO MHOE, Kak MPOAYKT 3anporpamMmmMrpoBaH-
HOW MepecTporikK reHa T-kneTtouHoro peuentopa. [lJaHHble SKUM3NOHHbIe KosbLa nony-
ynnm HaseaHue TREC (c aHrn. T-cell receptor excision circle) [12].

MeTop no onpepenexunto TREC 6bin pa3paboTaH Douek et al. MepBoHayanbHo TREC nc-
Nonb30BannCb AN MOHUTOPUHIa 06pa3oBaHNA HOBbIX T-kneToK y BUY-uHmLmMpoBaHHbIX
nuy, nonyvawowmx 3odeKkTBHOE aHTMPETPOBUPYCHOEe nedeHue. o pesynbTaTtam wc-
cnefoBaHuin GbIo MPOAEMOHCTPUPOBaHO, YTo TREC 6binn cneymduryHbl ANa HauBHbIX
T-nMMPOLMTOB N PaHHUX TUMUYECKUX MUFPAHTOB, onncaHo cHuXeHue TREC ¢ Bo3pac-
TOM, UTO CBA3aHO C GU3MONOrMUYEeCcKNM NPOLLECCOM — MHBONOLUMEN TUMyca — 1 npu BAY-
nHpekumn. Uccnepgosatenamm 6o10 oTMedeHo, UTo TREC cTabunbHbl, He CKNIOHHbI K ae-
rpagauum n He pennmuupyloTca Npu nocneayolwem KNeTouHoM AeneHnn, YTo genaeT nx
naeanbHbIM MapKepoMm AnsA NPOAYKUUN HanBHbIX T-numdounTos [13].

OcHoBononaratowas ctatbA 6bi1a onybnukosaHa C. Chan u J. Puck 8 2005 r., onucbl-
BaloLLasA BO3MOXHOCTb 1 3pdeKkTnBHOCTL onpepeneHus TREC ana obHapyxeHunsa TKVH B
YCNOBUAX CKPUHUHIA HOBOPOXAEHHbIX [14].

B 2007 r. 6bin OTKpbIT MapKep HeoreHesa B-numdouutos — KREC, KoTopbii 06pasy-
eTcA B pe3ynbTaTte peKoMOUHaLMM reHoB TAXENon Leny nMMyHornobynnHa Kanna npu
dopmumpoBaHun B-knetouHoro peuentopa. [pynna yuyeHbix Bo rnaee c van Zelm et al. nc-
CcnefoBany BO3MOXHOCTb mcnonb3oBaHuA KREC (¢ aHrn. kappa-deleting recombination
excision circle) Ha ocHoBe meTofa nonMmepasHow LenHow peakuum (MLP) y naumneHToB ¢
HapyweHuem numdonoasza B-numdbountos [15]. OHM NpogeMOHCTPMpPOBanu 1 AoKa3anu,
uto ypoBHM KREC OTCYyTCTBYIOT 1N MOTYT ObITb CHUXKEHbI MPUW X-CLIeNAeHHOW arammarno-
6ynuHemun n obuien BaprabenbHoOM MMYHHOWN HegocTaTouHocTn (OBUH) [16, 17].

Bnocneactsun metog onpegenenns TREC n KREC 6611 onTMMM3NPOBAH 1 Ier B OCHO-
BY MepBOro NUMOTHOrO UccneoBaHuA No BbiaaeHuto TKWH, HauaToro B 2008 r. B Wta-
Te BuckoHcnH (CLA). B pe3ynbrate 6bin BbiiBNeH HOBOpPOXAeHHbI ¢ TKVH, koTopomy
BMOCNEeACTBUN Obla BbIMOSHEHA TPAHCMIAHTALMA reMONO3TUYECKMX CTBOMOBBIX KI1ETOK
(TFCK) [18]. Mocne Toro, Kak B 2005 r. 661510 NPOAEMOHCTPUPOBAHO, YTO KONMYECTBEHHAA
oueHka TREC B o6pasiiax «cyxo Kannm» agnaeTca 3GpPeKTMBHbIM CPefCTBOM CKPUHMH-
ra Ha BbisiBnieHne TKWH, atoT meTog 6bin odmumanbHo pekomeHgosaH B CLUA B 2010 .
B HacToslee Bpems CKPUMHUHI HOBOPOXAEHHbIX MpuMeHsAeTca BO Bcex wtatax CLUA.
MunoTHble UccnefoBaHWA, a TakKe CKPUMHMHE NPOBOAATCA BO MHOMMX cTpaHax EBponbl
n bnmxxHero BocToka. B HEKOTOPbIX CTPaHax B CKPUHMHIOBbLIX UCCNIe0BaHUAX NPUMEHSA-
eTca Tonbko onpegenerHne TREC, B HEKOTOPbIX — KOMOVHMPOBAHHbIN aHanns3, a UMeHHO
onpepeneHue n TREC, n KREC (cm. Tabnunuy).
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CKpVHWHT HoBOpOXaeHHbIx Ha M c onpepeneHnem kak TREC, Tak n KREC gaet npe-
UMYLLECTBA MO CPAaBHEHMNIO C OAHMM TONbKO CKpUHUHIrom TREC. 3To BKNloyaeT BbiABAeHNe
nauueHToB ¢ gedurymtom B-numdounTos, K npumepy, ¢ X-cuensieHHon arammarnobynmnHe-
muert [19, 20]. OgHoBpemeHHoe onpegeneHme TREC/KREC Takxe obneryaer gruarHoctuky
cuHgpoma HelmereHa (NBS), aTakcum-TeneaHrnosktasum u gpyrux ¢opm MU, kotopble
B MPOTMBHOM CJlyyae MoryT 6bITb nponyLyeHbl [21, 22]. KOMOUHNPOBaHHbBIN CKPUHWHT MO-
MOraeT B UarHOCTUYECKOM MpoLecce 1 NO3BOJIAET NPOBOAUTb LieNleHanpaBneHHYyo Mo-
NEeKYNAPHYI0 ANAarHOCTUKY, MOCKOSbKY pa3finyHble myTaumm npu MU npusoaaT K Bapura-
6enbHON KapTuHe aeduunta T- n B-numdounTos.

Momumo T- n B-knetouHol numdonennn TREC n/unm KREC moryT 6bITb CHUMEHbI Npu
TaKNX COCTOAHMAX, Kak Tpucomma 21-n xpomocombl, cuHgpom CHARGE, HepoHoOLWweH-
HOCTb, ayTOMMMYHHble 3aboneBaHuA MaTepu Npu 6epemeHHOCTU, NPUeM UMMYHOCYMNpec-
CUBHbIX MPENapaToB TakKe MOXET CONpoBoXAaTbcA T-numdoneHmnern C HU3KUM YPOBHEM
TREC. BpoxXAeHHbIV NenKo3 TakXKe ABNAETCA NPUUYNHOWN HU3KOro ypoBHA T-knetok. Orpa-
HuyeHnem metoga onpegeneHna TREC n/mnn KREC ABnAeTcA HEBO3MOXKHOCTb BbIABUTD

MeTtopbl 1 pesynbraTbl NPpoBeeHNA CKPMHNHIa HOBOPOXXAeHHbIX Ha M
Methods and results of newborn screening for PID

YcraHOBneHHasa
MeTop
CrpaHa Jata Hayana |vactoTtaBcTpeya- |UcTtouHmkn
CKPVHVHra
emoctun TKUH
1:58 000
o o TECJmMC1a0res ook o
poA Artemis) p: : pi.org
OnopeHuua (Utanua) TREC/ADA 2013.Mn 1:18 981 Study http://ipopi.org/
. 2010. 1K ) )
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lepmaHua TREC/KREC 2017. IMIC 1:22143 http://ipopi.org/
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MNpumeyanua: ITIC - rocygapcTBeHHaa Nporpamma cKpuHuHra; M - nunotHoe nccneposaHume.
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Takme TKMH, kak geduunt ALJA ¢ reHeTUYecKon nonomkon B reHe ADA, neduuunt Zap70;
peduumt MHC Il knacca [32].

M3BecTHble B MMpe TeCT-CMCTeMbI HanpaBfieHbl Kak Ha onpegeneHune tonbko TREC, Tak
1 Ha onpegenerne n TREC n KREC [33-36]. Ho Bce »ke ogHOBpeMeHHOe onpeaenieHne 060-
nx MapKkepoB ABNAeTcA 3GpEeKTUBHBIM C TOUKM 3PEeHNA efMHOBPEMEHHOIO OnpeaesneHns
peduumTta Kak T, Tak 1 B-kneTouHoro 3seHa B OAHOM MCC/IeJOBaHWM.

B Pecny6nuke benapycb Ha 6a3e rocyfapCcTBEHHOro yupexaeHns «PecnybnmkaHckummi
HayUYHO-NPaKTUYECKUI LEeHTP AETCKOW OHKOMOrKM, remaTonorum n ummyHonorum» (PHIL,
[OIN) ¢ 2016 r. 6611 pa3paboTaH COOCTBEHHbIN METOS KONMUYECTBEHHOMO onpeaeneHuna
TREC n KREC B pe3synbraTe BbinosiHeHnsa Tem HUP: N2 rocpeructpauun 20180839. 3aga-
Hue 6.11 «Pa3paboTaTb MeTof onpefeneHnA KONbLEBbIX NMPOAYKTOB peapaHKUPOBKU
reHoB T- n B-kneTouHoro pevuentopa MeTOAOM MyNbTUMNEKCHON KonnyectseHHow [LP B
peanbHOM BpeMeH AnA ANarHOCTUKN UMMYHOMNATONOMMYecKnx coctoaHniny (2016-2020)
[37]. MeTog npepfcTaBnsaet cobort ogHoBpemeHHoe onpefeneHue yposHelt TREC 1 KREC B
LenbHo Nnepudepryeckor KpoBK, B «CyX0oW Kamne» KpOoBM C BbICOKOWN ANarHOCTUYECKON
3bPEKTUBHOCTBIO, YyBCTBUTENbHOCTBIO U cneuudryHocTbio 1 ¢ 2020 r. ncnonb3yeTca B
KNMHWKO-AMarHoctuyeckom npotecce no soiasneHuto M. ViccneposaHne moxeT ObiTbh
nposeaeHo 6e3 3apybexHbIX, a TONbKO C OTeYeCTBEHHbIMY peareHTamu [38, 39].

CKPUHUHT HOBOPOXAeHHbIX Ha N[ Bo Bcem Mype npofosKaeT 0CTaBaTbCA pa3ByBa-
toLlenica obnacTbio, HanpaBfeHHOW Ha PaHHIO ANArHOCTUKY TAMKENbIX HapyLEHUA UM-
MYHHOW CUCTEMbI, ANA KOTOPbIX O4YeHb BaXKHO CBOEBPEMEHHOE JleueHue.

B SKOHOMWYECKAA SOOEKTUBHOCTb CKPUHUHIA HA T

MomMnUMO 0YeBMAHBIX KNUHUYECKUX MPEUMYLLECTB HEOHATaNIbHbIN CKPUHUHE [OJSIXKEH
ObITb SKOHOMUYECKM BbIFOAHbIM U 3P PeKTUBHBIM. IKOHOMMYECKan 3PpPeKTUBHOCTb 1 Le-
necoobpa3HOCTb HeOHaTalbHOro ckpuHuHra TKMH paccuntaHbl B page nccnefoBaHuin Ha
OCHOBaHMM 4acTOTbl BCTPEYAEMOCTM, YYBCTBUTENBHOCTM, CNeUndUUHOCTA CKPUHWHIO-
BOro TecTa, a TakXKe ero CTOMMOCTH, KoTopasa cocTasnsaeT okono 10 gonn. CLWA [40, 41].
[lna onpeaeneHna sSKOHOMUYECKON 3GPEKTUBHOCTU CKPUHMHIA ObIIN TaKKe paccymTaHbl
nokasaTenu obuien BbXxnBaemocTu npu npoeegeHun TICK B nepuog fo 3,5 mecaua noct-
KOHUenTyasbHOro Bo3pacrta 1 JONOSIHUTENbHbIE 3aTpaTbl HA NeyeHre OAHOro NaumeHTa
c numboneHnen ymepluero o NoCTaHOBKU NPaBUIIbHOrO AMarHo3a v Ha3HauyeHua npa-
BUIbHOTO nevyeHus [42-45]. PacueTbl NnpoBedeHHbIX UCCNefoBaHWi WTaTa BawmHrToH, B
KOTOPOM 6bIN0 BbINOSIHEHO MEPBOE CKPUHMHIOBOE UCCNiefoBaHme no BoiasneHuto ML,
LEMOHCTPMPYIOT, UTo Npun poxpaemoctn 86 600 geTteir/roq n CTOMMOCTN OAHOIO nccne-
posaHua no onpepenenunto TREC/KREC, paBHon 8,16 gonn. CLUA, Ha CKPUHUHT TpaTuTCA
741 TbicAYa [ONNapoB, UTO B CBOIO ovepefb YMeHbLUAeT obLyme 3aTpaTbl 31paBoOXpaHe-
HUA Ha leyeHne ogHoro pebeHka ¢ 457 fo 197 TbicAY [ONNAPOB €XKErofHO, YTO SKOHOMMU-
yecKm BbIrogHo. Taknum 06pa3om, HeOHaTanbHbI CKPUHWHTE Ha BbiaBneHue NN He Tonbko
NOBbLILWAET BbIABNAEMOCTb 3a00NeBaHUA U BbIXXMBAEMOCTb HOBOPOXAEHHbIX, MOHUKAET
WHBANMAn3aLuunio, Ho U 3KOHOMUT o 43%, To ecTb Ao 316 905 gonnapos, blogkeTa WTaTa
BalmMHITOH OT NoTpayeHHOro Ha neyeHne geten c NAA [43].

B CKPUHWHI B PECTTYBJIMKE BEJTAPYCb
CKpuHUHT Ha MU cooTBETCTBYET MPUHLMMNAM, KOTOpble HEOGXOAMMDI [/l HEOHa-
TaNbHOrO CKPMHUHIa. Ha ceropHsAWHM AeHb foKa3aHa KAVHUYECKas 1 SKOHOMUYECKas
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3¢ deKTUBHOCTb CKpuHMHIa Ha MW B pAfge cTpaH, rge OH NpoBOAUTCA MOCPEACTBOM
onpepeneHna B «Cyxoi Kanie» KPOBW HOBOPOXKAEHHOrO MapkepoB T- u B-knetouHoro
HeoreHe3a TREC/KREC.

B benapycu, B . MuHcke, ¢ anpensa 2023 r. HauaTo nepBoe B pecny6svKe NUIOTHOe
nccnepoBaHme MO CKPUHUHIY HoBopoXaeHHbiX Ha MWM. B nccneposaHun ydyactsyloT
5 ropogckux poagaoMoB C NepuHaTanbHbIMU LieHTpamu. [onlyyeHHble faHHble ByayT npo-
aHanusmposaHbl (PHIML JOIMN), npn Heo6XoaMmMoCcTn HOBOPOXKAEHHbIE ByAYT KOHCYNbTU-
pOBaHbl BPauoOM-UMMYHOJIOrOM, B AaibHelwem 6yayT npoBedeHbl HeobxoarMble NMMY-
HOJIOrMYEeCKMEe NCCNefOoBaHUSA, MONCK reHeTuYeckon npuurHbl ML, 4To He06X0AMMO He
TONbKO ANA YCTaHOBNEHMWA reHeTnyeckoro guarHosa lMU[, Ho n ana megmko-reHeTnyecko-
ro KOHCYNbTMPOBAHWUA YNEHOB CEMbU.

BbiAsBneHue nocpencTBOM NpoBeAeHNA NMUAOTHOMO NPOeKTa OAHOM0 HOBOPOXKAEHHO-
ro ¢ NN v nposegeHune TITCK B nepBoe nonyrogne ero Xn3Hu no3BosiuT CIKOHOMUTb [0
300 000 6enopycckux pybnein B cpaBHEHUU C 3aTpaTaMu Ha nedyeHue u npebbiBaHue pe-
6eHKa B cTauunoHape. OgHUM U3 NCTOYHUKOB reMOMO3TUYECKMX CTBOJIOBbLIX KNETOK AnA
nposeaeHua TICK aBnaeTca NynoBUHHaA KpoBb. CTBONOBbIE KNETKM MYNOBUHHOW KPOBM —
YHUKanbHbIN AOHOPCKMI MaTepuran. Ha 6ase PHIMLU AOM c 2010 r. pabotaeT baHk nep-
COHaJsIbHOro XpaHeHWA NYNOBMHHOM KPOBW, B KOTOPOM B HacCTosLLEee BpPeMsa HaxoamuTca
6onee 1730 06pa3Li0B. YHUKaNbHOCTb MYNOBMHHOW KPOBU COCTOUT B TOM, UTO B KauecTBe
MaTepuana Ana TpaHCNAaHTaLuKM CTBOSIOBbIX K/ieToK oHa Ha 100% nopoiiaeT pebeHky, ¢
BEPOATHOCTbIO OKOMO 75% — ero cmbnvHram, a B page csiyyaes (Mpv coBnageHnn napame-
TPOB CTBOJIOBbIX KNETOK) 1 APYroMy YeNioBeKY, Hy>KAaloLeMyca B TpaHCnAaHTaLuun.

BbinonHeHne NMNOTHOro NpoekTa MO HeOoHaTaflbHOMY CKPWHWHIY HOBOPOXAEHHbIX
B . MMHCKe MO3BONMT YCTAHOBUTb He TONbKO WMCTMHHYIO pacnpocTpaHeHHocTb MA[]
(koTOpas MOXKET OKa3aTbCA Bbllle OXUAAEMON), HO TakKKe 0BOCHOBATb KIUHUYECKYIO U
3KOHOMUMYECKYIo LienecoobpasHoCTb BHeApeHUA MOSHOMAacTabHOro HeoHaTasbHOro
ckpuHuHra Ha NI 8 Pecny6nuke benapychb.

B 3AK/THOYEHUE

Mo paHHbIM peructpa ML, B Pecnybnmke benapycb 3apernctprpoBaHo 22 naumeHTa
¢ TKUH, n3 Hux natn naumeHTam nposefeHa TICK. K HacToAwwemy BpemeHu 4/5 nauneHToB
nocne TICK »uBbl. Takum 06pa3om, YacToTa BCTPEYaeMOoCTV JaHHOWM NaToNorMm CocTaB-
naet npubnmsutenbHo 1 Ha 300 000, B CpaBHEHUN C MUPOBLIMU AaHHBIMMK 3TO CBMAETENb-
cTByeT 0 HegoBbiABnAeMocT TK/H B cBA3M € paHHen MiageHYeCcKon CMepTHOCTbIo [46].
[na nonHomacwTabHOro BHeApPEeHMA CKPUHUHIa HeOOXOAUMO NpoBefeHNe MUAOTHOrO
NccnegoBaHUA C yCTaHOBIIEHMEM YacTOTbl BCTpeYaeMocCTu He 6onee yem 1 Ha 50 000 Ho-
BOPOXAEHHbIX.

Begywmun nprunHammn mnageHuyeckom cmeptHocTu B Pecnybnuke benapycb aBnsioT-
CA BPOXKEHHble MOPOKM Pa3BUTKA, NepUHaTanbHaa acPuKCus, MHGEKLUN U BPOXKAEHHbIE
HapyweHua metabonuama. CUHAPOMbI XPOMOCOMHbIX aHOManuM, BPOXAeHHble MOPOKU
cepaua, NleroyHan runonnasma u Taxenole gedekTbl HepBHOW TPYOKM cocTaBnaoT 60sb-
LWMHCTBO JieTajlbHbIX aHOManun pa3ButuA. B HacToAwee BpemA M3BECTHO, UTO MHOrMe
HO30M10rMYecKne CUHLPOMbI NEPBUYHBIX UMMYyHOLeDULIMTOB BKOUAKOT B CBOW CUMMTO-
MOKOMMJIEKC pa3finyHble BPOXKAEHHbIE NOPOKM Pa3BUTUA — 3TO HE CONYTCTBYIOLLAA NaTo-
norus, a, Kak NpaBuno, CJIeACTBUE OJHMX U TEX XKe reHeTuYeckux aedekTos.
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CKpI/IHI/IHr HOBOPOXOEHHbIX Ha N so Bcem Mupe npoaonKaetT 0CTaBaTbCA pa3BuMBa-

owenca obnactblo, Hal'lpaBJ'IEHHOIZ Ha PaHHIOK ANArHOCTUKY TAXKENbIX HapyI.LIEHVIIZ Nm-
MyHHOVI CNCTEMDI, ONA KOTOPbIX O4YeHb Ba)XHO CBOEBPEMEHHOE NnevyeHune. Ha ocHoBaHuM
pe3ynbraToB BbIMOJIHEHHOIO NCCNnefoBaHNA NpeacTaBnA€TCA BO3MOXKHbIM paHHee BblAB-
neHmne BpO)Kp,EHHOl7| MMMyHOMaTonornn 'y neTen, 4To npenoTBpallaeT BEPOATHOCTb pa3-
BUTUA CEPbE3HbIX nocneacTBuin ee JanbHenwero nporpeccnpyrowero passutuA.
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