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HEOHATAJIbHUH CKPUHIHT HA TS>KKI KOMBIHOBAHI IMYHOJE®IIIUTU:
PETPOCIIEKTHBA I CYYACHICTbD (OTJIs1[, JIITEPATYPH)

MeTa po60Tuy — aHani3 gaHnx HayKoBuUX Ny6AiKaLili, ki BUCBITOKTb 3apy6ikKHMIA AOCBIA iMNaeMeHTaLIl TSXKKMX KOMOIHOBaHMX
iMyHOAeiLUTIB Y HeOHATaNbHWIA CKPUHIHT.

Marepianu Ta metogu. MNpoaHanizoBaHi ny6nikauii 3 6a3 gaHmx Web of Science, Scopus i PubMed, L0 onucyoTb KiHIYHY 1
€KOHOMIYHY e(PEKTUBHICTb CKPUHIHTY Ha TAXKI KOMBIHOBaHi iMyHoAediLnUTH.

TsHKKIi KOMBIHOBaHI iIMyHOAEMILMTY BiAHOCATb A0 HANTSHKUMX CTaHIB cepen NePBUHHUX iIMyHoAediLuUTIB. HeMOBATA i3 TSHXKKUM
KOMOGiIHOBaHUM iMyHOAEILUTOM CXWbHI [0 HEGE3NEYHMX 415 XUTTS iHdDeKLiin. Be3 paHHbOT AiarHOCTWKM i e(DEKTUBHOTO NiKyBaHHS
X CMEpPTHICTb 3HAYHO 3POCTAE, L0 3yMOBJIHOE MEeAVKO-COLLia/IbHY 3HAaUYLLICTb LiX 3aXBOPIOBaHb. Y 6aratbox KpaiHax BnpoBapKeHo
06CTEXEHHS HOBOHAPOMKEHNX Ha TSHKKI KOMGIHOBaHI iMyHoAediuuTn metogom MNP ansa ananisy TREC/KREC.

Pesynbratu focnimpkeHHs Ta iX 06roBopeHHs. 3a fJaHumMu fiteparypu, NpakTUYHWIA [OCBIf, BNPOBaKEHHS Y NPaKTUKY He-
OHAaTa/IbHOTO CKPUHIHTY Ha TSHXKKi KOMGIHOBaHI iMyHoAediLMTM Y 3apyOiKHUX KpaiHax nokasye, Lo Take TeCTyBaHHA € YyTavBe i
cneundivHe, Mae BiAHOCHO HM3bKY BapTICTb, /IEFKO BUSIB/SE AiTEN i3 6€3CMMNTOMHUM nepebiroM. 3azHadveHi MOXX/IMBOCTI 403BO/IA-
10Tb LUBUAKO BUSBUTW MOPYLLEHHS KTITVUHHOIO IMYHITETY, ifeHTuhikyBaTh TSk KOMGIHOBaHI iMyHofediLMTy, po3noyaTty ageksaTHe
NiKyBaHHS NauieHTiB, NPOBOAMTY 3aX04u ANS NonepemKeHHs PO3BUTKY IH(DEKLIV Ta pATyBaTU XUTTS.

BucHoBKW. TAXK KOMBIHOBaHI iMyHOAediLMTM BIANOBIAAIOTL KPUTEPIAM BK/THOHEHHA HO30/10riT B CUCTEMY LUMPOKOMAaCLLTabHOro
HeoHaTa/IbHOro CKPUHIHTY, a 3apybiXHUI [OCBIA BNPOBaMKEHHSA B MPaKTUKY HEOHATa/IbHOrO CKPUHIHTY MOXe 6YTV KOPUCHWUM A1
YKpaiHu. CKpUHIHT Ha TSXKi KOMGiHOBaHi iMyHOe LTV HOBOHAPOMKEHNX MOXHA IMNIEMEHTYBATW Y K/iHIYHY MPaKTUKY B YKpaiHi.

KniouoBi cnoBa: Tski KOMGIHOBaHI iMyHoAeiLnTY; HeOHATa/IbHWIA CKPUHIHT; AiTU.

HEOHATA/IbHbIA CKPUHUHI HA TSDKE/bIE KOMBUHUPOBAHHBLIE UMMYHOAE®UUUTBI: PETPOCMNEKTUBA U
COBPEMEHHOCTb (OB30P JINTEPATYPbI)

Lenb pa6oTbl — aHaM3 AaHHbIX Hay4YHbIX NMy6nMKaLui, ocBeLLaoLLmMX 3apy6eXHbIi OMbIT UMMIEMEHTALMMN THKEbIX KOMOU-
HVMPOBaHHbIX UMMYHOAE(PULNTOB B HEOHATA/IbHbIA CKPUHUHT.

Marepuanbl n MeToAbl. NpoaHann3mpoBaHbl Ny6avkaumm 13 6as gaHHbix Web of Science, Scopus n PubMed, onucbiBatoLmx
KIMHUYECKYIO0 U 3KOHOMUYECKYH 3(PDEKTUBHOCTb CKPUHUHIA Ha TSHXKEble KOMOUHMPOBaHHbLIE UMMYHOAEULNTDI.

TsxENble KOMOVHUPOBAHHbIE UMMYHOAEULMUTLI OTHOCAT K CaMbIM TSXKESIbIM COCTOSSHUAM CPeAU NepBUYHBIX MMMYyHOAEedM-
uUMTOB. MnageHLpbl C THXKENbIM KOMOUHMPOBAHHBLIM UMMYHOAEULMTOM CKIOHHBI K ONACHbIM A/151 XXM3HU HAEKUMAM. Be3 paHHeit
OVarHoCTVKN 1 3(PHEKTUBHOIO JIEYEHUSA X CMEPTHOCTb 3HAYMTENbHO BO3pacTaeT, YTo 0bycnasBnMBaeT MeLuKo-COoLUasibHY
3HaYMMOCTb 3TUX 3ab60/1eBaHWii. Bo MHOMMX cTpaHax BBeAeHb! 06C/1e40BaHNA HOBOPOXAEHHBIX HA TSHXKENblIE KOMOUHMPOBaHHbIE
nmmyHogeduuntbl metogom MUP ana aHanusa TREC / KREC.

PesynbraTbl uccnefoBaHus M ux oocyxaeHue. o AaHHbIM NUTepaTypbl, NPaKTUYECKUA ONbIT BHEAPEHWS B NPaKTUKY
HeoHaTa/IbHOTO CKPUHUHIA Ha TsHKEsble KOMOMHMPOBaHHbIE UMMYHOAEMULMTLI B 3apyOeXHbIX CTpaHax nokasblBaeT, YTo Takoe
TECTMPOBaHNeE ABNSAETCA YYBCTBUTE/bHLIM U CNELMNYECKAM, UMEET OTHOCUTENTIbHO HI3KYI CTOMMOCTb, JIETKO BbISB/SET AeTel ¢
6eCCMMNTOMHbIM TeYEHNEM. YKa3aHHble BO3MOXHOCTY NO3BO/IAKOT ObICTPO BbISABUTbL HAPYLLEHUS KNETOYHOTO UMMYHUTETA, UAEHTU-
hrumpoBaTh THKENbIE KOMOUHUPOBAHHbLIE UMMYHOAEMULINTLI, HAYaTb afeKBaTHOE 1eYeHne NaLeHToB, MPOBOAUTL MEPONPUATUS
4Ns NpefynpexaeHnst pasBnTua MHAEKLUIA 1 cnacaTb XU3HW.

BbiBoabl. TXENble KOMOVHUPOBAHHbIE UMMYHOAE(ULUTLI COOTBETCTBYIOT KPUTEPUAM BK/IHOYEHUSI HO30/10TUM B CUCTEMY
LUMPOKOMACLUTABHOIO HEOHATA/IbHOTO CKPUHIMHTA, @ 3apy6eXxHblIli OMNbIT BHEAPEHWUS B NPAKTVKY HEOHATA/IbHOTO CKPUHUHIA MOXET
ObITb MOME3HbLIM 15 YKpauHbl. CKPUHUHT Ha TSHXKENble KOMOVHUPOBaHHbIE MMMYHOAEMULUTLI HOBOPOXAEHHbIX MOXHO MMMNe-
MEHTUPOBATb B KNIMHNYECKYIO MPAaKTUKY B YKpavHe.

KnioueBble cnoBa: TAXE/ble KOM6I/IHI/IpOBaHHbIe VIMMyHO,D.eq:)I/ILI.I/ITbI; HeoHaTa/TbHbIi CKPWUHWHT; AeTu.

NEONATAL SCREENING FOR SEVERE COMBINED IMMUNODEFICIENCIES: RETROSPECTIVE AND MODERNITY
(LITERATURE REVIEW)

The aim of the study — to analyze current data from the literature that highlight the experience of severe combined immuno-
deficiencies implementation in the neonatal screening of foreign countries.

Materials and Methods. We have used Web of Science, Scopus and PubMed databases to identify publications describing
the clinical and cost-effectiveness of screening for severe combined immunodeficiencies. Severe combined immunodeficiencies
are the most severe conditions among primary immunodeficiencies. Infants with severe combined immunodeficiency are prone to
life-threatening infections. Without early diagnostics and intervention, their mortality increases significantly, which determines the
medical and social significance of these diseases. In many countries, neonatal testing for severe combined immunodeficiencies
by PCR method for TREC/KREC analysis has been introduced.

Results and Discussion. According to the data from the literature, the practical experience of implementing neonatal
screening for severe combined immunodeficiencies in foreign countries shows that testing is sensitive and specific, has a re-
latively low cost, and easily detects children with an asymptomatic course. These capabilities allow to quickly detect violations
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of cellular immunity, identify severe combined immunodeficiencies, begin adequate treatment of patients, take measures to

prevent infections and save lives.

Conclusions. Severe combined immunodeficiencies meet the criteria for inclusion of nosology in the system of large-scale
neonatal screening and foreign experience of the neonatal screening implementation in practice can be useful for Ukraine. Screening
for severe combined neonatal immunodeficiencies can be implemented in clinical practice of Ukraine.

Key words: severe combined immunodeficiencies; neonatal screening; children.

BCTYI. MacoBwuii CKPUHIHT HOBOHAPOMKEHUX AiTEW i3
BMCYLLEHMX MM KpoBi (BIMK) BnpoBazxeHnii Ha noyar-
Ky 1960-x pokiB y wTarti MaccayyceTrc Ha OCHOBI MeToay,
po3pobnieHoro Pobeptom atpi Ta Cysi gna fiarHoCTvKn
heHinkeToHypii (PKY) baktepianbHum metogom [1]. Ha-
npukiHUi 1960-x pp. TeCTyBaHHA HOBOHAPOAXEHUX Ha
®KY 6yno nowmpeHe maiixe B ycix wratax CLUA i geskux
KpaiHax €sponu [2]. Micns ycnilHOro BNpoBaXeHHs CKpu-
HIHIY HOBOHapoXeHUX Ha ®KY B [eKiNbKox KpaiHax CBiTy
noYasn po3wWwypioBaTy NPorpamMu 418 06CTEXEHHS Ha iHLUi
MeTab0ivHi 3axBOptoBaHHA. OCHOBHOK METOK CKPUHIHTY
HOBOHAPOKEHMX ByN0 paHHE PO3ni3HaBaHHA FeHETUYHO
3YMOBJIEHMX 3aXBOPHOBaHb [0 NOABU KNiHIYHMX 03HaK [3].

Y pamkax 6aratbox nporpam po3noyaro TECTYBaHHSA Ha
Taki cnagkoBi fedekTu, K ranakTo3eMisi, XBopoba i3 3anaxom
KNIEHOBOr0 CMpOoMy, TOMOLMCTUHYPISA. Y cepeanHi 1970-x pp.
[0 3paskiB KpoBi 3a latpi 6yB agantoBaHuii pagioiMyHO-
NOTiYHNI METOA, [OCNIIKEHHS TUPOKCUHY AR AiarHOCTUKN
YPOKEHOrO rinoTupeosy, a y AaHuin yac — AOCNIIKEeHHS
17-rigpokcunporectepoHy A/ AiarHOCTUKUA YPOOXKeHOT
rinepnnasii HaAHWPKOBMX 3a/103, hepMEHTATUBHUI aHani3
ONs BM3HauYeHHs gediuuty GioTuMHiAaswu, enekTpodopes
reMors106iHy A5 AiarHOCTUKM CeprnonogibHOKTITUHHOT aHe-
Mii, IMYHONOTIYHWIA MeTOA, AOC/IXEHHS AN1S BU3HAYEHHS
YPOKEHOro Tokconasmo3sy i BIJT [4].

[na 6araTbox i3 BULLEHA3BaHMX 3aXBOPHOBaHb Xapak-
TEepHUIA 3N0SAKICHUI nepebir i paHHA 3arnbesib XBOPOrO.
OpHak BCTAHOB/IEHHSA TOYHOTO AiarHo3y B AOKNIHIYHIN dhasi
CnafikoBOrO 3aXBOPIOBAHHS, SIK TO/IOBHE 3aBAaHHSA Nikaps-
reHeTuKa, BYMarae BMNpOBaXeHHA MacoBOro HeoHaTaslb-
HOTO CKPWHIHTY, LLIO OXOMJIOE LUMPOKMIA CNEKTP CNagKoBUX
NOMWIOK MeTaboni3my, i NoAanbLOol AOCTYMHOI cucTeEMN
YTOYHIOB&JIbHUX, BUCOKOUYT/IMBUX aHauli3is. HanarogkeHHs
MacOBOro HeOHaTa/IbHOTO CKPUHIHTY 403BOJIA/IO YHiDiKyBa-
TU OO BUKOHAHHSA 1 OLIHUTW YaCTOTY HapPOMKEHHS AiTel
i3 cnafkoBUMK MOMWIKaMy MeTabosisMy Ta Hanarogutu
BMPOGHMLTBO crneuiasibHUX cymilleli i NpoaykTiB Ans Ai-
eToTepanii xgopux [5].

Y LBeuji ckpuHiHr Ha ®KY posnoyascs B 1965 p. i3 no-
OanblUVMM BK/TIOYEHHAM Y CKPUHIHT ranakTtosemii (1967 p.),
ypomxeHoro rinotupeosy (1980 p.), ypomxeHoi rinepnnasii
HagHMpKoBuX 3as103 (1986 p.) Ta gediuuty GioTMHIga3N
(2002 p.). ¥ 2010 p. 6yno popaHo we 19 posnagis, i 3apas
[0 HauioHa/IbHOT MporpaMu CKPUHIHTY BKIIOYEHO 24 3axBo-
ptoBaHHs [6].

MeTOoAMKN CKPUHIHTY 3rofl0M PO3LUMPUINCSA 3a paxyHOK
TaHOeMHOI Mac-cnekTpomeTpii. CKPUHIHT nMoYyasiv LWMPOKO
BMKOPUCTOBYBATU Y CBITi: y HOBIli 3enaHaii BiH Bk/ouaB 28
cnaakoBuX MOMWUIOK MeTaboniamy, y HimeuuunHi — 13, y ®in-
naHAjii B 2005 p. MacoBwmii HeOHaTasIbHWI CKPYIHIHT BK/THOYaB
agpeHoreHiTanbHMiA cuHapom, OKY, raytaposy auuaypito |,
NopyLUEHHS 06MiHY XunpHUX kucioT (MCADD i LCHADD) [7].

leHeTYHe TeCTyBaHHA TakoX BK/IHOYEHO B aJITOPUTMMN
CKPWHIHTY HOBOHAapOKEHMX Ha MYKOBICLMA03, e pasom

i3 BYMIPIOBAHHAM iMYHOPEaKTUBHOIO TPUMCUHY BUABNAIOTH
MyTauii Ha naHeni CFTR [8]. Takox 6yno onncaHo LifboBy
cTparerito TeHeTUYHOTO TeCTYBaHHA A1 CKPUHIHTY HOBO-
HapOMKEHNX Ha CiMelHUiA remocharouuTapHuin NiMdoricTi-
ounTOo3 Yepes iHBepcinHi myTauyii UNC13D [9].

Y pi3HMX KpaiHax GinblicTb NporpaMm HeoHaTaslbHUX
CKPUHIHTIB CTPYKTYPOBaHI A/151 06CTEXEHHS Ha P OCHOBHMX
NopYyLLEHb | BTOPUHHKX PO3/1aiB: OpraHiuHi Ta aMiHOKUCNOTHI
po3naau, NOPYLUEHHSA OKNCHEHHS XUPHUX KUC/OT. Y 6aratbox
KpaiHax HOBOHAPOKEHNX 06CTEXYHOTb TAKOX Ha 3HVKEHHS
CNnyxy Ta cepueBi 3axBoptoBaHHA [10, 11].

B epy reHOMHOI MeAMLIMHN | 3HVWXKEHHA BapTOCTi reHe-
TUYHMX 06CTEXEHb OCTAHHIMM POKaMK BCe YacTille po3rs-
[al0TbCA MOX/IMBOCTI BUKOPUCTAHHA CEKBEHYBaHHS Liifioro
eK30oma Ta CeKBeHyBaHHS reHoMa B AjiarHOCTULi reHETUYHUX
MyTauiid, L0 A03BOMUTL ifeHTUIKYBaTV LUMPOKUIA CNEKTP
3axBOpOBaHb. BTiM, pag eTMYHMX Ta EKOHOMIYHUX MUTaHb
TaKoro CKpUHIHIy A0Ci 3a/1MWaeTbCa HeBuUpiLleHum [12].

OCHOBHI KpuTepii BK/TFOYEHHS HO30/10riT Y CUCTEMY HEOHa-
TaIbHOrO CKPUHIHTY 6ynn BU3Ha4eHi we B 1968 p. YinicoHoM
i FOHTHEpPOM: HEMOX/IMBICTb BU3HAYEHHSA 3aXBOPHBAHHA
PYTVHHMMM METOAaMW HeoHatosora i negiatpa npu Hapo-
[DKEHHI ANTUHU, 3HAYHWI HeraTMBHWI BNIMB 3aXBOPIOBaHHS
Ha 3[0POB’ i HOBOHAPOKEHOIO, MOX/INBICTb JliKyBaHHS ab0
3HAYHOrO MOAIMLIEHHA AKOCTI XXMTTA NaLieHTa npu paHHLoMy
BCTaHOBJ/IEHHI fliarHO3Y, HasABHICTb aHaui3y — 30/10TOro CTaH-
[apTy BCTAHOB/IEHHSA [iarHo3y, a TakoxX iCHyBaHHS NPOCTOro,
Hegopororo, cneundiyHoro n1abopaTtopHOro aHasnisy ans
CKPUHIHTY 3axBoptoBaHHA [13].

Pesynbratn 6aratbox AOC/IMKEHb, BUKOHAHWX Y Pi3HNX
KpaiHax, cBiguaTtb, Lo BUTPATV Ha peasizaLito po3LMpeHoro
CKPUHIHTY HOBOHapOXeHUX LoHaliMeHwe B 5-10 pasis
HVDKYI, HDK KOLUTWU, HEOOXiAHI Ha YTpPYMaHHS Ti€l KislbKOCTI
iHBaniziB, sika POpMyeTbCSA 6€3 NPOBEAEHHST CKPUHIHTY.

Tskki komGiHOBaHi iMyHogediuntun (TKIA, aHrn. SCID)
BIAHOCATb [0 HAWTSX4YMX CTaHIB cepen NepBUHHUX iMy-
HogedpiumTiB (MI4). HemoBnsTa i3 THXKM KOMBGIHOBaHUM
iIMyHOAEMILUTOM CXW/IbHI A0 HEOE3NEeYHNX AN XKUTTS iH-
dpekuiii. Bes paHHbOT [jarHOCTUKM Ta aAeKBaTHOTO NiKyBaHHS
X CMEPTHICTb 3HAYHO 3POCTaE, WO 3YMOB/IIOE MEANKO-CO-
Ljia/TbHY 3HauYLLiCTb LMX 3aXBOPOBaHb. Y 6aratbox kpaiHax
BMPOBAMKEHO OOCTEXEHHA HOBOHAPOMKEHMX Ha TAXKi
KOMOGiHOBaHi iMyHogediuntn metogom MJIP ana aHanisy
TREC/KREC.

META POBOTW - aHani3 gaHux niteparypu, Lo BUCBIT-
NOTb 3apy6bKHWIA AOCBIA iIMNIeMEHTaLi y HeoHaTalbHUIA
CKPVIHIHT TSHKKUX KOMBIHOBaHUX iMyHOAeiLnTIB.

MATEPIATIN TA METOAW. 3gilicHeHo aHasi3 ny6ni-
Kauiii i3 6a3 gaHnx Web of Science, Scopus i PubMed, wo
OMNUCYIOTb KIHIYHY i EKOHOMIYHY e(DEKTUBHICTb CKPUHIHTY
Ha TSHKKi KOMGiIHOBaHI iMyHoAeiLnTy.

PE3Y/ILTATU JOCNIAKEHHA TA IX OBIFOBOPEHHSA.
Y 2005 p. Ki YaH Ta xeHHidep MoK BriepLLe onmcasiv 3acTocy-
BaHHSA aHauizy TREC (T-peLenTopHUX EKCLUUSIAHMX KineLlb) 415
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06CTEXEHHS NONY/IALl HA TSHKK KOMOIHOBaHI iMyHoaediuyTV Ta
iHLWI doopMmu nimdponeHil T-kNiTuH [14]. TREC € noGiyH1M npo-
[OYKTOM pekoMbGiHaLii reHa T-KIiTMHHOTO peuenTopa B TUMYCI.
leHeTnYHa pekoMbiHaLis MP13BOANTL A0 (DOPMYBaHHS 3PiSIMX
reHiB Ha OCHOBI FeHETUYHIMX cerMeHTiB (V — BapiabesnbHoro, D —
(OpPMYHUOTO PiI3HOMAHITHICTb, J — 3'€IHYBa/IbHOI0). [EHETUYHI
CermMeHTU 36MMKYHOTbCS, BUHMKAKOTb NoABiliHi po3puemn OHK i
3LUMBKA LMX CErMEHTIB i3 hopMyBaHHsIM 3pisioro V-reHa. Mpu
LbOMY po3MilLieHa MiXk HAMK enicoMasibHa [JHK yTBOpHOE NeT-
0, BUPI3AETLCSA | 3aMMKaeTbCs B KinbLe. V(D)J-pekoMbiHauis
pasoM i3 COMaTUYHUM TinepmyTareHe3oMm NimcbouunTiB hopmye
aaanTuUBHY iIMYHHY BiANOBIAb — MOX/MBICTb T- Ta B-nimdoupuTiB
3anam siTOByBaTy Ta aKTMBHO pearyBaTi Ha NaToreHHi Mikpo-
OpraHiaMu npu HacTynHOMY 3apaeHHi [15]. MopyLleHHs
V(D)J-pekoMbiHauil Npn3BoAnTb A0 PO3BUTKY iMyHOAedi-
UUTHUX cTaHiB. Mpu TKI4 piBeHb V(D)J-pekombiHaui B f10-
Kycax, WO KOAyHTb iMyHOr/100y/iHM | T-KAITUHHI peuenTopw,
OyXe Hu3bKnin. MyTauii pobnsite HedpyHKLioOHaIbHUMK BiflKn
V(D)J-pekombiHauii: RAG1, RAG2, Artemis a6o JJHK-3anexHy
NPOTeiHKiHa3y. MeHeTNYHUIA AedhexT, SKuiA NoPyLLYE PO3BUTOK
T-KNITUH, iHAYKYE X anonTo3 abo 6/10Kye iX gndoepeHLjadiio B
TUMYCI, IPV3BOANTL A0 T-KITMHHOI NiMGIONEHIi | HN3bKOTO PiBHSA
TREC. BoHu nepcucTytoTb Y T-KIiTMHaX AeskuiA Yac nicns ix
BMXOAY 3 TUMYCA | C/TyXKaTb MapKepoM «HeAaBHIX MIrpaHTiB 3
TMmyca» [16].

Y 2007 p. van Zelm Ta iH. po3pobunn MeToauky, sika
6a3yeTbCsA Ha BUSABMEHHI eKCUM3INHMX Kineyb kanna-ge-
neujiiHoro enemenTa (KREC) i3 BUKOprCTaHHAM MeToay
M/IP (Real-time PCR). KREC yTBOpHETbLCA B pe3ynbrari
V(D)J-pekombiHaui IGK-nokycy B-kniTMHHOro peuentopa.
[eHEeTNYHI CermMeHTn 36MKYHTbCS, BUHUKAKOTL MOABIVHI
po3pusn AHK i 3'egHaHHA UMX CErMeHTiB. Po3MilleHa Mix
HUMK enicomanibHa HK yTBOpHOE NET/0, BUPI3a€ETLCS i 3a-
MUKa€ETbCS B KinbLe [13, 44, 45]. KREC He Moxe penikyBa-
TUCS B KNiTUHAX, € CTabiNbHOK CTPYKTYPOHO | TPANASETLCSA
y noHag 50 % B-nimcouuTie. Bmict KREC y nepudpepuryHii
KPOBi € MapkepoM e(peKTUBHOCTI PO3BUTKY B-KMITUHHOT
NaHKN iIMyHHOT CUCTEMM Y KICTKOBOMY MO3KY Y npoLieci eMo-
pioreHesy [44, 45].

Mig yac Bu3HaueHHs kinbkocTi KREC y giten giarHocTo-
BaHO XBOpoby BpyToHa (X-34eneHy aramMmarnobyniHemito),
AedoiunT ageHo3nH gesamiHasu, cuHapom HeimereHa, ge-
QiLMT NyprHHYKNeo3una-cdocdoprnasn [17].

OynnekcHnii TREC/KREC aHanis gnis BUSIBNEHHA Na-
yieHTiB i3 TKI/[, O03BOMSIE BUSBUTY 1 iHLLI 3aXBOPIOBAHHS,
ONS SKUX XapaKTepHi HM3bKi MoKasHukK T- i B-nimchouuTis:
cvHagpomu BickoTTa-Ongpivya, XpOMOCOMHMUX MOSTIOMOK He-
nmereH, geneuii 22q11.2, Tpucomii no 21-ii XpoMocowmi,
CHARGE, Kabyki, Tpucomii 18 xpomocomu, HyaH, Ako6ceH,
dpiHca i1 aTakcito-Teneaxriekrasito [18, 29].

Y 2011 p. Nakagawa Ta iH. BepLLe NpoAeMOHCTpyBasu,
wo KREC BigcyTHi y 3paskax KpoBi Ta y BINK y HoBoHapo-
[KeHux i3 xopoboto BpyTtoHa [20]. Ha gymky aBTopiB, KREC
MOXXe OyTV NOTEHLIIHO BK/THOUYEHWIT Y HEOHATA/TbHWIA CKPUHIHT
L7151 BUSIBNIEHHSI HOBOHAPOXKEHUX i3 feddekTaMn paHHbOro
[03piBaHHA B-KkNiTVH. Y naujeHTiB i3 gediuntom B-KNiTUH
HaA3BUYAMHO HU3bKI PiBHI iIMyHOr100y/iHIB Ta MigBMLLEHA
CMPUAHATANBICTb A0 iHCpeKLii.

PiBHi TREC i KREC y BIK gocnigxyTb metogom
nonimMmepasHoi TaHLIOroOBOI peakLii y pexumi peasnibHOro
yacy [21]. HopmanbHe Bupo6HMUTBO TREC noYMHaeTbCs
Ha no4arky eMOpioOHa/IbHOTO PO3BUTKY, OPIEHTOBHO Ha 13

TVDKHI BariTHOCTI, /i NOCTYMNOBO 36ibLUYETLCS NPOTATOM BCi€l
BariTHOCTI, AOCAralyn iCTOTHOIO PiBHA NPU HAPOOKEHHI.
Y 300pOBMX HOBOHAPOMKEHNX BUSBASATb NpMGAnM3HO 1
TREC Ha 10 T-nimcouuTiB, WO CBIAYNTbL NPO BMUCOKY Kiflb-
KiCTb HaiBHUX T-NiMGOUNTIB; y AiTeN BiNbLl CTAPLLIOrO BiKY i
[0pOCnX BU3HavatoTb 61m3bko 1 TREC Ha 100 a6o 1000
T-nimcpounTis [22].

MepLe ninoTHe AOCIMKEHHS CKPUHIHTY Ha TKI4 6yno
po3noyvato y BickoHcuHi | Maccadycetc y 2008 p. nif kepiBHU-
ytBoM hxeka PyTtca Ta hkelimca Bepbcbkoro. Becboro 6yio
o6¢cTexeHo 207 696 HEMOBAAT. Y 72 HEMOBNAT BUSBUAN
3HMWKeHHs piBHIB TREC i KREC. Y 38 HEMOB/IAT KifbKICTb
T-kniTMH Byna HOpMasibHOH, Y 33 — 3HMKEHOH. BusiBneHo
5 HemoBnAT i3 TKI[, i3 TSHKkO niMdhoneHieto T-KAiTUH, Lo
notpebyBanun TpaHcn/aHTauii reMonoeTUYyHUX CTOBOYpO-
BUX KNITUH ab0 iHWOT Tepanii. ¥ 19 HeMOBAAT NPUUYNHOKD
T-KNITUHHOT niMdboneHii 6y aHaToMiuHI, MeTaboniuHI Ta
XPOMOCOMHI aHoMautii [23].

MeTo AaHOro MiJIoTHOrO AOoCAigXeHHs 6yno npoge-
MOHCTPYBaTV AOUI/IbHICTb HEOHATa/IbHOTO CKPUHIHTY Ha
BMU3Ha4yeHHsA TKI[; po3pobuTy Ta oNTUMI3yBaTh 1abopaTopHi
aNropuTMu Ta a/ITOPUTMM KNIHIYHOTO CMOCTEPEXEHHS; BU3HA-
ynTK, un Bignosigatotb TKIL MiHIMaNIbHUM KPUTEPISIM BK/1HO-
YEHHS! A0 CMMCKY HO30/I0Til A/151 CKPUHIHTY. ABTOPW AiALLN
BVICHOBKY;, LLIO aHaUTi3 BUMiptoBaHHs piBHIB TREC i KREC —ue
YyT/IMBWIA Ta cneyndivHmii TECT ANsi BUSIB/IEHHSI HEMOB/IAT i3
TKI[, Ta BUpaXeHow T-KMITUHHOK nimdponeHieto [24].

Y 2008 p. 6yno npoBegeHO MNisIoTHE BMMIPIOBaHHS PiB-
HiB TREC/KREC pgnsa pgiarHoctukn TKI y Bcix 50 wrarax
Amepuikn, y 2010 p. — B kpaiHax Banabkoro cxoay (I3painb,
TypeuumnHa, IpaH), y 2013 p. —y kpaiHax €sponu (HimeuunHa,
Mpeuist, Icnanis, ITanis, CnoseHis) [25].

Y 2013-2015 pp. y pamkax nisioTHoi nporpamu B LLBeuit
npoBeAeHOo neplle AOCNiMKEHHS 3 BU3HaYeHHsIM TREC/
KREC, wo oxonunio 58 834 antuHu. Cepepn 64 HoBOHa-
POMKEHMX i3 HU3bKMMM NMOKa3HUKaMu y 3 nauieHTiB Bepu-
hikoBaHWli iMyHoAeqIUNT. Y 24 HOBOHAPOMKEHUX HU3bKI
NOKa3HWKN By MOB AA3aHi 3 HEAOHOLLEHICTO, 13 aiTeli 6yin
HapPO/KEHI Big, MaTepiB, SKi OTPMMYyBa/IM iMyHOAenpecaHTun
nig yac BariTHOCTI. Y 2 giTeli i3 cuHgpoMomMm [imxopoxi 'y
43 i3 cuHgpomom [layHa 3apeecTpoBaHO HU3bKi piBHI TREC.
Y 29 Bunagkax He BCTAHOBEHO ABHOI NPUYMHU 3HUKEHUX
NoKa3HWMKiB, ogHak nisHiwwe piBHi TREC i KREC Hopmanisy-
Basmcs [26].

PaHiwe BBakanu, wo Ml HanexunTb A0 PiAKICHMX 3a-
XBOPIOBaHb, OfHAaK CKPWHIHIOBI Nporpamun Aasi HOBOHapO-
[PKEHVX MOKa3a/M CMpaBXHi MOKa3HMKN 3axXBOPHOBAHOCTI i
BUSIBUNCS BULLMMW Bif, OYiKyBaHMX. PaHHI gaHi minoTHuX
CKpUHiHroBmx nporpam y CLUA cBigyatb, wo 1 i3 30 000—
50 000 HeMoBAAT MoXe Hapoautucs 3 TKIA, Toai Sk gaHi 3
TypeuunHu, Cayaiscbkoi Apasii Ta KyBeiiTy nokasanm 6inbLu
BMCOKI NOKa3HWKM [27]. B YkpaiHi 3a peectpom 2012 p. umcnio
AiarHocTtoBaHux MI[, ctaHoBUTL 1680 BMNaAKiB i3 BUCOKOO
MOLUMPEHICTIO CNOB’ AHCLKOI MyTaLil cMHapomy HilimereH Ta
arammarso6yniHemii.

Mpoekt DEPISTREC 6yB po3p06seHuii A1 BUBYEHHS
KMiHIYHOI Ta EeKOHOMIYHOT eDEKTUBHOCTI 3araslbHOr0 CKpu-
HiHry TKI[, y ®paHuii. O6cTexeHo 6nm3bko 200 000 giteli.
OTpuMaHi pe3ynstaTi CBigUUAN NPo Te, Wwo aHani3 TREC €
crneyndivyHnM i Yy TAMBUM METOAOM AN CKPUHIHTY TKIA [27].

Barato gocnigxeHb NOKasylTb BMCOKY YyTNMBICTb,
KMiHIYHY OGI'PYHTOBAHICTb | peHTabeNbHICTb BU3HAYEHHS
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piBHiB TREC/KREC ans giarHoctuku TKI/ [14, 30, 31]. Bu-
MiptoBaHHS piBHIB TREC/KREC € 3Ha4yHO AeLUeBLLOoK allb-
TEepPHATUBOO MPOTOYHI LUTOMETPIT, TOMY Take 06CTEXEHHS
[OOUiMTbHiLLE BUKOPUCTOBYBATU AJ151 PYTUHHOIO CKPUHIHTY TKI/,
[39]. BmwkuBaHHA Ans gitei i3 paHHiM BusiBieHHAM TKI[,
[0 NPOosiBIB TSHKKOT iHQEeKUiT KomBaeTbest Mk 85 i 94 %,
a piBeHb YCMILLIHOCTI TPaHCNIaHTaL,l KICTKOBOrO MO3Ky nepe-
Buwye 90 %, AKWO NpoBOAUTLCA A0 3,5-MiCAYHOro BiKy, a
3 GiNbL Ni3HIM BUSABNEHHAM — MidX 38 i 72 %. MpreaHaHHSA
peunanBHUX iHEKUin NPU3BOANTL A0 MOTIPLUEHHS MpuU-
XVBNEHHS (hapMakonoriyHoro npenapaty A/1s asioreHHoil
TpaHcnaaHTaLii reMaTonoeTUYHNX CTOBOYPOBKX KNITVH, TOMY
paHHs AiarHOCTMKa 3HWMXKYE CMEPTHICTb AiTen i nigBulLye
eheKTUBHICTb NikyBaHHS [32—34]. AHaniz TREC go3sonsie
OLHNTY BiAHOBNEHHSA T-KNITUHHOT OYHKL,T Nicns nepecaakn
KiCTKOBOro MO3Ky [35—37].

ETHiYHa npuHaNexHicTb, cTaTb Ta BIK TaKOX MOXYTb
CNPUSTY KOJIMBAHHIO MOKA3HVIKIB IMYHITETY, TOMY BU3HAUYEHHSI
noporoBux 3HaveHb piBHiB TREC ta KREC y nonynsujii mae
BUpilLa/IbHE 3HAYEHHS AJ/19 BCTAHOBAEHHA giarHo3y TKI[,
Ta iHWKX CTaHiB, WO CYNpoBOAXYOTLCS T- i B-niMdoneHieto
[38]. N5 BcTaHOBNEHHS MOporoBux 3HavyeHs TREC Ta KREC
nepep 3anpoBa)XEHHSAM LUMPOKOMACLUTAOHOr0 CKPUHIHTY
HeoOXiAHO NPOBOANTM MNiSIOTHI MPOEKTMW.

Nevid BkasytoTb, LLI0 HM3bKi 3HauYeHHss TREC BUSIBNSAOTbL
y aiteir i3 TKIA, Tpucomieto 21, cuHgpomom i Ixopaxi,
BaJamu cepus, HUPKOBMMMU, LLSTYHKOBO-KULLKOBUMM Ta €H-
LOKPUHHVMU MOPYLUEHHSIMMW | B NMepeaYyacHo HapoKeHMX
aiteli [40]. Ha BigmiHy Bif, uboro, aesiki BapiaTuBHi oopmu
a60o thopmum i3 Mi3HLO K/1iHIYHOW MaHidhecTauieto TKI Bu-
SIBNAKOTLCA NP HAPOKEHHI NinLLe Ha 0CHOBI aHanizy KREC.

Y wraTi MaccavyceTc nig yac nNpoBeAeHHS MiSIOTHOro
NPOEeKTY N0 HeOHaTa/TIbHOMY CKPUHIHTY TKI/, 6y/10 CTBOPEHO
pobouy rpyny ekcnepriB, sika po3pobuna 4iTky cTparerito
NpoBeAEeHHS HEOHATA/IbHOTO CKPWHIHTY i KOMGIHOBAHOro
aHanisy piBHiB TREC/KREC. Y pasi 3HWKEHHS KiJIbKOCTi
konii TREC/KREC npoBoAgUTLCSA NPOTOYHA LIUTOMETPIS, He-
raliHe KniHiYHe 06CTeXEeHHS ANTUHN 3 aKLLEHTOM Ha O3HaKu
iHCheKUiT, ypompKeHi aHomarii, BUCUMaHHS A/151 BCTAHOB/IEHHS
JiarHo3y MepBUHHOrO iMyHoA4ediUMTy Ta CKepyBaHHS Ha
reHeTUYHe NiATBEPAKEHHS AjarHo3y. Mpu CyMHIBHUX pesy/ib-
TaTax 06CTEXEHHs1 NPOBOANTLCS Pe-TECT i3 BUSHAYEHHSIM
pieHiB TREC/KREC y BIK.

HemoBnsiTam i3 H13bkuM piBHeM TREC pekoMeHAyEeTbCA
HeraiHa i30nuis i noganblle CNOCTEPEXEHHS Y K/TiHIYHOMO
iMyHosora [41, 42]. Onsa nonepemkeHHs1 PO3BUTKY TSHKKUX
iHCpeKUiNHMX YCKTaaHEeHb NPOBOAATL aHTMOIOTMKONpPOdiNak-
TWKyY, iHOpy3iT npenapartiB iMyHOr/100y/iHIB, HE NPOBOASATLCS
BaKLMHaLiT XMBUMW BakUHamu [43].

TKIJ 3aBXan € BHYTPRILLHL0YTPOGHM PO3/1aA0M PO3BUTKY
T-niMcpouWTIB: BiH BXXE HAsIBHWI MPY HAPODKEHHI, HABITb SIKLLO
y GINbLUOCTI YPaXKeHNX HOBOHAPOMKEHUX K/iHIYHO He NposiB-
NSETLCSA, TOMY YHIBEPCA/TbHUIA CKPUHIHT HOBOHAPOMKEHNX Ha
TKIZ, (po3noyatuii y BiCKOHCWHI) Ma€ AjiiCHO Be/MKe NpakTuiHe
3HaYeHHs. Y nepLui AHi nicnsa HapomkeHHA TKIL MOXyTb Kni-
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BVUCHOBKW. Po3po6ka epekTMBHOr0, EKOHOMIYHO
BUrQHOrO MeToAy O6CTEXEHHS HOBOHAPOMKEHNX HA OCHO-
Bi BM3HayeHHA TREC/KREC nokpawuna nepcnektnsy
BWKMBaHHA nauieHTiB i3 TKI[. Jocsig 3apy6bkHUX KpaiH
OEMOHCTPYE, Wo aHani3 kinbkocti TREC/KREC meTogom
nosiMepasHoi NaHLroBOI peakLjii y pexxuMi peasibHOro yacy
€ peHTabenbHWIA | Ma€ BUCOKY YYT/IMBICTb e A0 KAiHIYHOT
MaHidpecTauii TKIJ. Mo31uT1BHNMIA CBITOBUIA AOCBIA, 3pOCTaH-
HS BunagkiB TKIM 3a oCTaHHi poKku Ta PO3BMTOK TPaHCMNIaH-
Tawii reMaTonoeTnyHNX CTOBOYPOBMX KNiTUH AaloTb Baromi
nigcTaBn A9 BNPOBa[KEHHA NPOrpaMy HeoHaTaslbHOro
CKpUHiHry TKIJ, B YKpaiHi.

MNEPCNEKTUBU NOAANbLUMNX AOCNIAKEHDb. Bea-
YKaeMO A0LiTbHM MPOBECTM B YKpaiHi NiNIoTHE AOCAIAKEHHS
BM3HauyeHHs KinbkocTi TREC i KREC y BIK i3 BU3HAYEHHAM
pethepeHTHMX 3HaYEHb A1 HaLLOoT NonyAsLii 3 NOCTyNoBUM
BKJ/THOUEHHSIM 1aHOTO OOCTEXEHHS Y PYTUHHUIA HEOHATasTbHWIA
CKPWHIHT.
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