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Peszwome

Bemyn. IIpiopumemnum 3a60anusaM cyuyacHoi nediampii ma HeoHamono2ii € yOOCKOHALeHHs OP2aHi3ayitiHux Gopm
ma cnocobié HAOAHHA MeOUUHOI 0onomou Oimsam, 3MEHUEHHS 3aX80PIOGAHOCMI, CMEPMHOCMI ma npoQiiakmuxa
ineanionocmi.

Taxckuu kombinosanuti imynooediyum (TKI]) — epyna nepsurHux iMyHoOeQiyumHux cmauie 3 0COOIUBO MANCKUM
nopywennam @yukyii abo eiocymuicmio T- i B-xaimun, a inooi i NK-nim¢poyumis. Ilizua diaznocmuka nepeuHnux
imynodepiyumis, a came TKIJ npuzeodums 00 po36umky 6ancKux iHGOeKYillHUX YCKIAOHeHb, 3HAUHO YCKAAOHIE NO-
danvute NIKYBAHHA, 3HUNCYE BUNCUBAHHA NAYIEHMIB, HepIOKO NPU3B00UMb 00 JeMAIbHUX HACAIOKI8, NOYUHAIOUU 3
nepiody HogoHapoddcenocmi. Ha cbo200niwniti Oensv y ceimi icHyromo no3umueni pesyiomamu nikyeauus TKIL] - npu
panHitl diaznocmuyi eghekmugHicms mepanii. ma euxcueanusa dimeu cmanosums 6inoue 90%. Pao kpain ceimy oaa
pannvoi diaenocmuxu TKIJ nposodsimv HeoHamanvHuili ckpurine Ha O0epocasHomy pieni. CyuacHuii HeoHamaibHull
ckpunine 6 Yxpaiui nepeobaueno 0aa 4 noszonoeitl, moodi Ak 6 inwux kpainax ¢in oxonnioe 6io0 8§ oo 60 eenemuunux
namonoziu.

MeTo0 J0CHIIKEHHS € PAHHE BUABNEHHA MA O0iAZHOCMUKA MANCKUX NEePEUHHUX IMYHOOeDiyumis wisixom Heo-
HAMANIbHO020 CKPUHIHEY, 3aN00IeaHHs PO3BUMKY MANCKUX IHGeKYil | YCKIAOHeHb Y OAHOT epynu X80pux, 4acHe npo-
6e0eHHSA PAOUKAIbHO20 NIKYBAHHA, NOKPAUWEHHA GUNCUBAHHA MA AKOCMI HCUMMSA Oimeu 3 MANCKUMU NepEUHHUMU
iMyHoOegiyumamu.

Marepiaau Ta MeTOAH A0CHiKeHHS. Bnepuie 6 Ykpaini nianyemoscs nposedenns niiomuo2o 00C1iOHCeHHs - CKPU-
HiIHZY HOBOHAPOOJICEHUX Oimell 0 8UABLEHHS MANCKUX NePEUHHUX IMYHOOediyumis, akull Oyde 6a3ysamucs Ha U3HA-
venni T- i B-nimgponeniii memooom TRECs i KRECs.

byoe suznaueno nowupenicms T- i B-nimponeniii ceped HOBOHAPOOINCEHUX, IX 3HAYEHHS Y OIASHOCMUYT MANCKUX KOM-
OiHOBAHUX IMYHOOeDiyumie ma maxckux nopyuwenb anmumiioymeopenns. Ha ocnosi pesynomamie 0ocnioxcenns 6yoe
PO3POOIEHO NPOMOKONL 8UAGNIEHHA NepeUHHUX IMyHoOegiyumie memooom TRECs i KRECs i nodarvwa makmuka no-
nepeoxceHua po3eUmMKy iHgeKyil, NIKY8anHs ma cnocmepexcenua 3a makumu dimvmu. Bnepuwe 0yoe obepyHmosano
KIHIYHY MaA eKOHOMIUHY QOYILbHICb BNPOBAVNCEHHS HEOHAMALbHO20 CKPUHIHEY MANCKUX IMyHOOeiyumie 6 YKpaiui.

Ouikysani pesynomamu. Ilicas docnioxcenns nowupenocmi T- i B-nimghoneniti y dimeii nepiody HO80HAPOOHCEHOC-
mi 6yoe chopmynvosano ix snavenns y oiaenocmuyi TKIJ ma masckux nopyuienb aHmumiioymeopeHHs.

Bucnoeku. Paunsa oiaznocmuka nepeuHHUX iMyHOOeQiyumie € Hao036ULAUHO BANCIUBOI0 015 NOKPAWEHHA AKOCMI
Jolcumms nayieHma, oCKilbKu 3ampumKka 6 0iaeHocmuyi npu3eo0unms 00 i0CYmHocmi adekeamuoi mepanii ma, 8iono-
8i0HO, 00 NOOANLUUX CePUOIHUX THYeKYIll, AKI 346adACAOMb WOOCHHOMY HCUMMIO, 30I1bUYIOMb PUSUK PIZHOMAHIMHUX
HelHeKkyiliHux ycKkIaoHeHb. Bioomo, wo yi nopyuleHHs He2amugHo GNIUBAIOMb HA CMAH 300p08 1 nayieHma, aKicmo
ocumms oeo cim’i ma aoodei, wo dozasdarms 3a Hum. Okpim yvozo, icuyioui ¢ Ceimi 0ocnioxcents 00600amb, U0
Ppaunua diaeHocmuKa ma mpancnianmayia Kicmkogoeo Mo3Ky € eeKmusHUM 3aco0O0M 01 3HUICEHHS 3AX60PI0BAHOCTI
ma nemanvrocmi nayicumis i3 TKIJ] ma nimgponenismu.

Knwuosi cnoea: neonamanonuii cxkpunine; T-i B- nimponenis nosonapoocenux,; oiaznocmurxa TKIJ], TRECs i
KREC:s.

BcTyn

[IpiopuTeTHNM 3aBAaHHSAM cydacHOI meniarpii
Ta HEOHATOJIOTii € YHOCKOHAJCHHS OpraHi3amiifHuX
¢hopM Ta cmocobiB HaJaHHS MEIUYHOI JOTIOMOTH [ii-
TSM, 3MEHIICHHS 3aXBOPIOBAHOCTi, CMEpPTHOCTI Ta
npodinakTuKa iHBaJIiAHOCTI.

Tsoxkkuii komOiHoBanmii imynonedinur (TKIA) -
rpyna nepBUHHUX IMyHOAE(IIMTHUX CTaHIB 3 0CO-
ONMBO TSHKKHM MOPYIIEHHIM (QYHKIIT abo BifCyTHIc-
Ti0 T-1 B-xmitun, a inoxi # NK-mimdormuris. [TizHs
JMiarTHOCTHKAa NEpPBUHHHUX IMYHOAE(INUTIB, a came
TKIJl npu3BoauTh A0 PO3BUTKY BaXKKHUX 1H(EKIiii-
HUX YCKJIaJHEHb, 3HAYHO YCKJIQJHIOE ITOJAJbLIE JIi-
KyBaHHS, 3HWXXYE BWIKMBAHHS TMali€HTIB, HEPIAKO

NPU3BOAUTH [0 JETaJbHUX HACIIJKiB, MOYHHAIOUH
3 mepiogy HOBOHapomKeHocTi [6,8,21]. Ha croron-
HINIHIA JIeHb y CBITI iICHYIOTh TO3UTHBHI Pe3yJIbTaTH
nixyBanus TKI/l, npu panniii niarnoctuui edexrus-
HICTh Tepamii Ta BH)KMBAaHHS JITeH CTAHOBUTH Oilib-
e 90%. Psax xpaiH cBiTY U1 paHHBOI MiarHOCTUKHU
TKIJl mpoBOAsATh HEOHATANBHHUH CKPUHIHT Ha Jep-
’kaBHOMY DpiBHI [4,5,14,17,19,22]. CyvacHuU#l Heo-
HaTaJIbHHUIN CKPUHIHT B YKpaiHi mepeabadeHo mis 4
HO30JIOTi1, TOAI K B IHINMX KpaiHaX BiH OXOIIIOE BiJ
8 10 60 reHETHYHHUX MATOJIOTIH.

MeTolo Haworo AocnigXeHHA € paHHE BU-
SIBJICHHS Ta IIiaFHOCTI/IKa TAXKKUX H€pBI/IHHI/IX iMy-
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HONE(INHUTIB HUISIXOM HEOHATAJIbHOTO CKPUHIHTY,
3amo0iraHHs PO3BHUTKY TSKKHX 1HGEKmid 1 yckian-
HEHb Yy JIaHOI TPyNH XBOPHX, BUaCHE MPOBEEHHS pa-
JIMKaJIbHOTO JIIKYBaHHS, MOKPANIEHHS BUKMBaHHS Ta
SKOCTI )KHUTTS IITeH 3 TSHKKMMH NEPBUHHUMHU IMYHO-
nedinuramu. Ha nanuii MOMEHT iCHYE HaJ3BHYANHHO
Majla KidbKICTh JOCIHIJJKEHb HEOHATaJIbHOTO CKpH-
HIHTY TepBUHHUX iMyHone¢inutiB metogom TRECs
i KRECs Bu3nauenns T- i B-mimdoneniit, mo morpe-
0ye 0co0JMBOT yBaru.

Ha croroanimuiii 1eHb JOBEAEHO, IO KiIbKIiCTh
TREC ta KREC € 3HauymuM OporHOCTHYHHUM Map-
KEpOM PO3BHUTKY NEPBUHHHUX IMYHOAC(IMUTHUX CTa-
HIiB Yy HOBOHAapO/DKEHUX. AHali3 Ia€ IMiHHY JiarHOC-
THYHY Ta IPOTHOCTHYHY iH(OpMaIifo y BiJHONIEHHI
HMIUPOKOTO CIEKTPY 3aXBOPIOBaHb, NOB’A3aHUX 3 T10-
pyumenHsm T- ii/a6o B- xaiTHHHOT JIaHKK IMYHITETY,
1110 JO3BOJISI€ BUSIBJSATH MAL[i€HTIB JJIsl MOTIUOJIEHOTO
00CTEeXKECHHS Ta CBOEYACHOTO MPHU3HAYCHHS aJCKBaT-
Hoi Tepamii. Kinekicue Bu3znauenHs TREC ta KREC
- IPOCTUH B IHTepHpeTamii Ta MBUAKHN TECT, TKHI
MOXHa JIETKO BIJATBOPHUTH Yy OyAb-sKiHd KIIHIKO-Jia-
THOCTUYHIN 1abopaTopii Ta MOXe CIYXKHTH J[iarHOC-
THYHHUM (AKTOPOM OLIHKH KJIITHHHOTO IMYHiTeTy. 3a
pe3yibTaTaMu JAaHOTO OOCTEKEHHS IMIAHYETHCS MPO-
BEJICHHS TPYHTOBHOTO aHANI3y KIIHIYHOI Ta €KOHO-
Mi9HOT MOLITBHOCTI BIPOBAJKCHHS HEOHATAIBHOTO
CKPHHIHTY TSKKHX iMyHOIedinuTiB B YKpaiHi.

Ha choroaHimuii 1eHp B YKpaiHi HeOHaTaJIbHUM
CKPMHIHI'OM II€HTPali30BaHO 3aWMaeThCsl MEIHKO-
reHeTHYHa KOHCyibTalis BomuHchkoi obmacHOi nu-
TS901 KOHCYNBTATUBHOI MONIKIiHIKH Y M. JIymbk, 1e
MPOBOAATH CKPHUHIHT (EHITKETOHYpii, BPOMIIKEHOTO
rinoTUpeo3y, MYKOBICIHI03Y, aJpeHOTEHITalbHOTO
CHHJIPOMY JiTsIM 31 Bcix perioHiB. [IpoBigHi po3poOku
y CBIT1 3 BUBYEHHSI IEPBUHHUX IMyHOAe)iUTIB Y HO-
BOHapo UKeHnX HanexaTh: Imperial College London
(Amrmig), The Kids Research Institute (ABcTpamis),
HaykoBo-nocaigaunbki neatpu CIOA, [actutyT imy-
Hostorii Ta ¢izionorii Ypanaschkoro Bigminy Pociii-
chbKoi akazemii HayK. 3Ba)Kalo4M Ha L€ aKTyaJbHUM
€ 3aIpOBaJKEHHs HeoHaTaidbHoro ckpuHinry TKIJ] B
Vkpaini came cporonni. [IpoBegeHHss 1aHoro minor-
HOTO AOCIIIKEHHS po3nodato y TepHOMIbChBKOMY
HallioOHAJIBPHOMY MeAMYHOMY yHiBepcuTeTi im. [.S.
l'opbaueBchKoTO.

MaTtepianu Ta meToau

Bmepmie B VkpaiHi manyerbcsi MpOBEJEHHS Ii-
JOTHOTO JTOCII/IKEHHS - CKpUHIHTY HOBOHAPOJKEHUX
JiTeil N1 BUSABICHHS TSKKHUX NMEPBUHHUX IMYHOZE-
¢diuuTie, sikuit Oyne 6asyBaTucs Ha Bu3HaueHHI T- i
B-nimdoneniit meronom TRECs i KRECs.

byne Buznayeno nomupenicts T- 1 B-nimdoneniii
cepe]l HOBOHAPOMKEHUX, iX 3HAYCHHS y JIarHOCTHUI
TSOKKUX KOMOIHOBAaHHX IMYyHOACQIIUTIB Ta TIKKHAX
MOpyIIeHb aHTUTIIOYTBOPEeHHSA. Ha 0CHOBI pe3ynbra-
TiB DOCJIKCHHs Oyme po3po0JeHO MPOTOKOJ BHUSB-
JIeHHs nepBUHHUX iMyHonedinutiB meronom TRECs
i KRECs ta nopmanbiia TakTHKA MOMEPEIKCHHS PO3-
BUTKY iH(EKIii, JiKyBaHHS Ta CIIOCTEPEKEHHS 3a
TakKUMHU JiTbMH. Brepme Oyxe oOTpyHTOBaHO Kili-
HIYHYy Ta €KOHOMIYHY IOIINBbHICTH BIPOBAIKCHHSI
HEOHATAJBbHOI0 CKPUHIHTY TSDKKHX IMYyHOAE(INHTIB
B YKpaiHi.

Han3suuaiiHO NpOrpecuBHO0 METOJUKOIO Ha ChO-
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TOJHIMIHIN eHb BBAXKAETHCS BU3HAYCHHS KiJIBIIEBUX
ctpyktyp JHK, Bracae TREC ta KREC. Monekymna
TREC (T-cell receptor excision circle) — ne mo0iu-
Huil edekr T-kniTuHHOT nudepenianii, mo Bigdysa-
€ThCSI B TUMYCI TiJ yac ¢popMmyBaHHs T-KIITHHHOTO
peuenrtopy (T-cell receptor, TCR) [1,2,3,4].

Jost TKIJ] y HeMoBIAT XapakTepHi HU3bK1 3HAUCH-
Ha abo HeBusHaveHi piBHI TREC. Taki miarHOoCcTHY-
Hi JJaH1 Ial0Th MOXKJIHBICTHh BUSABUTH 3aXBOPIOBaHHSI
BiZipa3y micls HapoJKEHHs, 3aJ0BTro 10 MaHidecra-
il Oyab-sIKMX KJIIHIYHUX MPOSABIB JAaHOI MaToJOTii.
Bci renernyHi nedextH, sKi HOPYMIYIOTh PO3BUTOK
T KJIITHH, XapaKTepu3yrThCs NIMQPONEHII0 Ta HU3b-
kuM piBHeM TREC. Jlane TecTyBaHHS MO3BOJSE Tia-
raoctyBatu TKIJI, a Takox curapom [i Jxopaxi Ta
Yapox [3,4,5,15].

Busnayennss KREC - Kappa-deleting recombination
excision circle, 110 BHUKOPHCTOBYIOTH SIK ITOKa3HHK
B-xuitnnnOi iportidepartii, 1onomarae BUSBISATH 1eQEKTH
PaHHBOTO O3piBaHHS B- KIITHH y KICTKOBOMY MO3KY, ara-
MarnoOyminemiro bpyTona, rinepimyHoroOyninemito M, a
takox TKIJ] 3 BincyTricTio B kiitun [3,4,19].

[TepBuHHI iMyHOnE]IUUTHI CTAHU MOXYTh BUSB-
JAATHCS 3a Jomomororo BuMmiptoBaHHsi piBHIB TREC
ta KREC y cyxi#f musiMi KpoBi Ha KapTi HEOHATAb-
HOTO CKPUHIHTY METOJOM ITOJiMepa3Hol JTaHIIOTOBOT
peakmii B peanpHOoMy yaci (Real-time PCR). TREC
ABJIsiE COO00 MOOIYHMI MPOAYKT peKOMOiHaIil reHy
T-knituaHOTO peuentopy, a KREC — B-kniTuHHOTO.
BianoBinHo HU3bKI PiBHI TIMPOUUTIB y nepudepuu-
Hi KpOBi, [0 HECYTh IIi MOJIEKYJIH, BKa3yloTh Ha T-
ta/abo B- xniTuHHy nimdomnenito [9,13,16].

Pisai TREC ta KREC MoxyTp OyTn omiHeHi 3a
npornomoroto kiibkicHoi [IJIP 3 gerexuieto B pexumi
pearbHOro yacy Ta, 3 OrJIsily Ha NMpsiMe MapKyBaHHS
3pinux HaiBHUX T- Ta B-nmiMpouuTiB, MaroTh BUCOKHH
niarHocTUUHMU moreHnian. Axicauii anmaniz TREC
AKTUBHO 3aCTOCOBYETHCA IS OWMIHKK (DYHKIIT THM-
ycy Ta HeoreHe3y T-kiiTuH. Bin OyB BHUKOpHCTaHU
JUIS TIarHOCTUKU iMyHOAC(INHUTIB, IS HEOHATallhb-
Horo ckpuHinry IIIJ[ y HOBOHapoOmKEHHX, a TAKOX,
K TNPEJUKTOp BimgHOBIEHHS T-kiIiTHHHOT QyHKIIT
MmicJsi Iepecajku KiCTKOBOIO0 MO3Ky. KBaHTH]ikamis
TREC 3a gonmomororo ITJIP B pexuMi peanbHOTO 9acy
Ta KOHCTPYHOBaHI MIa3MiAH, MO HECYTh (parMeHT
TREC Tta HeoOXimHi aias moOyqoBH KaliOpOBOYHOT
kpuBoi, Oynu omucani Douek Ta cniBaBTOpamu Ime
B 1998 poui. ¥V noxpanpmomy Oyiu 3anponoHOBaHi
inmi BapianTu [1JIP (MOHOTUIEKCHI Ta MYJIBTHILIEKCHI
3 MIMICHHIO, IO BifoOpa)kae KiTbKiCTh TEHOMEKBiBa-
neHty B pociaimkysanii JJHK), npu upomy nnsg nes-
KHMX 3 HUX OyJia mpoBejeHa aHaJITHYHA Ta KIIHIUYHA
Banijauis. TakuM YMHOM, 3HaiieH] CTIHKi B CyXuX
IJIsIMax KpoBi MapKepH 3HaYHOT YaCTHHH MEPBUHHUX
iMyHOIEQIIIUTHUX CTAHIB, KITBKICTh SKHX MOXHa BH-
MipIOBAaTH 3a JOMOMOTOI0 BiJHOCHO MPOCTOTO J1abo-
patopHoro metony [2,3,20,21]. HacTtymHuM eTamom
MicJisi TO3UTUBHOTO CKPUHIHTY Mae OyTH BU3HAYCHHS
HasiBHOCTI y manienta [1I/] abo BUSBICHHSA Y HBOTO
IHIIOT MPUYUHU JTiMPoIeHii, a TaKoX, TeHETHYHE J0-
CIIJKEHHS 3 METOI0 TOYHOTO BH3HAUCHHS J1e(EKTY.

BigcyTHICTP 9iTKOTO alrOpUTMY HEOHATAJIBHOTO
CKPUHIHTY MEpBUHHUX IMYHOIE(IIUTIB CHOHYKAE TO
MOrTUOJIEHOTO BUBYEHHS JaHOI MpoOJieMHu Ta BIPO-
BajpkeHHs Metony TRECs i KRECs Busnauenns T- i
B-nimdoneniit nus giarnoctuku [11J] y gitei.
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OuikyBaHi pe3ynbraTtn

[icast mocmimxenns nomupenocti T- i B-nimdomneniii
y AiTeil mepiogy HOBOHapojKeHOCTI Oyae chopmy-
NMBOBaHO 1X 3HaueHHs y miarHoctumi TKIJ Ta TsSKKHX
MOpYIIEHb aHTHUTLIOYTBOpPEHHS. Pe3ynabraru BUBYCH-
Hsl HEOHATAJIBHOTO CKPUHIHTY IMEPBUHHUX IMYyHOE-
¢inutie metogom TRECs i KRECs Busnauenus T- i
B-nimdoneHiii ganyTh MOXIUBICTH ONTHUMI3yBaTH Ta
3/IHCHIOBAaTH PaHHIO J1arHOCTHKY IIMX 3aXBOPIOBaHb,
10 B CBOIO Yepry HMPHUIIBHILINTH MPU3HAYCHHS BUaC-
HOTO aJeKBAaTHOTO JiKyBaHHs, 3HU3UTH 1HBAIJU3AIIIO
Ta JIETAJTBHICTH cepe] HOBOHapokeHHX. OTpumani
pe3ysbTaTH JAanyTh YiTKE PO3YMIHHS Ta CHOPMYIOThH
YiTKI HAOpsIMKW JIarHOCTUKH TEPBUHHHUX IMYHOJE-
(hiuUTIB, 1O JOMOMOXE JIKAPI MOKPAIIUTH PAHHIO
JIIaTHOCTUKY Ta NMPOBEACHHS KOPEKTHOTO JIIKYBAaHHS.
BignmoBinHO M0 TOKa3iB - MpPOBENEHHS 3aMiCHOI Te-
pamii 3ymMoBIIOBaTHME NMPO(iTaKTUKY OaKTepiadbHHUX
iHdexuii, IHMKUX yCKIaJHEHb Ta, 110 OYEBHUIHO, Oyie
€KOHOMIYHO BUIIPaBJIaHWM; TpaHCIUIAHTALis KiCTKO-
BOTO MO3KY y AiTeH, mo ii motpedyioTs, 30epirarume
JKUTTA, 3HIKYBaTUME JIeTanbHIicTh manieHTiB 3 TKI/I.
Kommrexcuuit ckpuniar metogoM TREC ta KREC no-
3BOJIUTH BUABIATH OLNBINY KiTBKICTH iMyHOAEDIIUT-
HUX CTaHIB B nepioai HoBoHapokeHocti. Taka panHs
JIIarHOCTHUKA JI03BOJUTH CBOEYACHO OOMpaTH ajieKBaT-
Hy Tepamiro [2,3,12,17,22].

BucHoBKkM
Panus piarHOCTHKa TEPBUHHUX IMYHOAC]IIHTIB €

NiTepaTypa

HAJA3BHYAITHO Ba)KITUBOO IS MOKPAMICHHS SKOCTI JKUT-
TS TAIi€HTA, OCKUIBKH 3aTPUMKa B TIarHOCTHII TIPU3BO-
JIUTH 710 BICYTHOCTI aJleKBaTHOI Teparrii Ta, BiIMOBITHO,
JI0 peaiizalii y monaibuiomMy cepiio3Hux iHpekii, ski
3aBaXKAIOTh LIOJACHHOMY JKUTTIO, @ TAKOX, 301IbIIYIOThH
PH3UK PO3BUTKY PI3HOMAaHITHUX HEIH(PEKIIHHUX yCKIa-
HEeHb. Bigomo, 1m0 I1i TOPYIICHHS HETaTHBHO BILTHBAIOTH
Ha CTaH 3[J0POB’S TMAIli€HTA, AKICTh )KUTTA HOTO CiM’1 Ta
JIONIeH, M0 AOTIIAAar0Th 3a HUM. OKpiM IBOTO, iCHYIOUi
B CBITI TOCIIKCHHSI TOBOIATH, 10 PAHHS JA1arHOCTHKA
Ta TPAHCILJIAHTAIIIS] KICTKOBOTO MO3KY € ¢(DeKTUBHUM 3a-
co0OM ISl 3HHIKCHHS 3aXBOPIOBAHOCTI Ta JICTAJIBHOCTI
namientiB i3 TKIJ] Ta nimdonenisiMu, TOMy € akTyaib-
HOTO JIJIs1 BUKOPUCTAHHS B YKpaiHi.

Jlana TeMaTWKa € HaJI3BUYAWHO aKTyalbHOIO i
Mae HayKOBO-TPAKTHYHY 3HAYUMICTh Ta 1HHOBAIii-
Hy clpoMOKHicTh. OCHOBHI eTanu aHaii3y HayKoBOi
pobotu 3 HaBeneHoi nmpobieMu OynyTh BpaxoBaHi Ha
BCiX eTamax IMPOMOHOBAHOTO JOCIIiKCHHS.

KoHdnikT iHTepeciB
ABTOpHM CTarTi MIATBEPAHJIH BIJICYTHICTh KOH-
¢GaikTy iHTEpeciB, MPO SKUK HEOOXiJHO MOBITOMUTH.

diHaHcyBaHHA gocniaxeHb

Hocnimkenns pinancyerbes 3a komtn MiHicTep-
CTBa OXOPOHM 340pOB'S YKpaiHW (HAyKOBUU MPOEKT
«ITinoTHE OCHIIKCHHS 3 HCOHATaJIbHOI'O0 CKPHHIH-
ry nepBUHHUX iMmyHoxediuutiB Mmeromom TRECs i
KRECs Busznauenns T- i B-niMmdoneniiy).
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HEOHATAJIbHBIII CKPUHUHI B YKPAUHE:
HOBBIE BbI30BbI

T.B. I'apuan, O.P. boapuyk, H.M. flpema,
J.A. Boasauckas, M.H. Kunaw, JI.M. llynveai,
HU.b. Yopnomuro3

TepHonoJbCbKU HAUMOHAJIbHBIA MeIMIUHCKH I
yuuBepcutet nmenn HU.5. l'opdaueBckoro
(r. TepHomnoJb, YkpanHa)

Pesome

Benenue. IlpuopuTteTHoil 3agaueil COBPEMEHHOW Ie-
JIUaTPUU M HEOHATOJIOTUU SBIAETCS YCOBEPLICHCTBOBAHUE
OpraHM3alHOHHBIX (OPM M METOJOB MPEAOCTABICHUS Me-
JUITHCKONW TMOMOIIM JETSAM, CHHXKEHHE 3a00I€BaeMOCTH,
CMEPTHOCTHU U NPO(UIAKTUKA HHBAIUTHOCTH.

Tsoxénplit koMOuHMpOoBaHHBIH HMMyHOAepumT (TKU) —
rpynmna TNepBUYHBIX HMMYHOAE(UIMTHBIX COCOTOSHHH C
0CO00EHHO TSDKENBIM HapylleHHeM (QyHKIMU HIH OTCYTCBH-
eMm T- u B-knetok, a unorga u NK-mumdponuros. [Tozguss
JMAarHOCTHKA MEPBUYHBIX MMMYHOJE(QHUIMTOB, a HUMEHHO
TKHWJ], npuBOAUT K Pa3dBUTHIO TSKENBIX WH(EKIMOHHBIX
OCJIO)KHEHHH, 3HAUUTEIbHO OTATONIAeT JaibHeilee lede-
HUE, CHHU)KAeT BBDKHBAEMOCTb MAIMEHTOB, HEPEIKO MpPH-
BOAMUT K JIETaJbHBIM IOCIEACTBHUAM, HauMHas C NepUoAa
HOBOpOXACHHOCTH. Ha ceropHamHuii 1eHb B MHUpe Cylie-
CTBYIOT TOJOXHUTeNbHBbIE pe3ynbraTel jgedenuss TKU,
IpU paHHEH AMAarHOCTHKE A(QQEKTHBHOCTH TEpalmuu H
BBDKMBaHHUE JeTeil cocTaBnseT Oonee 90%. Psx ctpan mupa
s panHedt nuarsoctuku TKUJ] mpoBoasT HeoHaTadbHBIN
CKPUHMHI Ha TOCYAapcTBEHHOM YypoBHe. CoBpeMeHHBIH
HEOHATAJNbHBIH CKPUHUHT B YKpaWHE IpexycMOTpeH ais 4
HO30JI0THH, TOTAA KaK B APYTUX CTPAHAX OH OXBATHIBAET OT
8 10 60 reHeTHYECKUX MATOJIOTHH.

Henbo Hamero wuccjlel0BAHUSI SBIAETCS paHHEe
BBISIBIEHHE M JMAarHOCTHKA TSKEIBIX MEPBHUUHBIX HUMMY-
HOJAePUIINTOB MyTEM HEOHATAJIBHOI'O CKPUHHHTA, MPENOT-
BpallleHuEe Pa3BUTHUSA TOKETBIX MHOEKIHH U OCIOKHEHHH
y AaHHOI rpymmbl 6OJbHBIX, CBOEBPEMEHHOE MPOBEICHHE
paJUKaJIbHOTO JICUEHHUs], yIyUllIeHUE BbI)KUBAEMOCTU U Ka-
YeCTBA KM3HU JeTeH ¢ TSHKEIBIMH HMEPBHUUYHBIMH HMMYHO-
neGuuTaMu.
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Summary

Introduction. The priority of modern pediatrics and
neonatology is to improve the organizational forms and
methods of providing medical care to children, reducing
morbidity, mortality and disability prevention.

Severe Combined Immunodeficiency (SCID) is a group
of primary immunodeficiency conditions with particularly
severe dysfunction or absence of T and B cells, and
sometimes NK lymphocytes. Late diagnosis of primary
immunodeficiency, namely SCID, leads to the development
of severe infectious complications, significantly
complicates the further treatment and survival of patients,
often leading to death from infancy. Today there are results
of SCID treatment, with early diagnosis the effectiveness
of therapy and survival of children is more than 90% in
the world. A number of countries around the world conduct
neonatal screening at the state level for early diagnosis of
SCID. Modern neonatal screening in Ukraine is provided
for 4 nosologies, while in other countries it covers from 8§
to 60 genetic pathologies.

The aim of our study is the early detection and diagnosis
of severe primary immunodeficiency by neonatal screening,
prevention of severe infections and complications in this
group of patients, timely radical treatment, improving
survival and quality of life of children with severe primary
immunodeficiency.

Materials and methods. For the first time in Ukraine, it
is planned to conduct a pilot study of screening of newborns
to detect severe primary immunodeficiencies, which will be
based on the determination of T- and B-lymphopenia by
TRECs and KRECs.

The prevalence of T- and B-lymphopenias among



AKTYAJIbHI MATAHHSA OPTAHI3ALIT HEOHATONOTTT TA MEPUHATANBHOI MEOAVLWHW B YKPATHI /
TOPICAL QUESTIONS OF NEONATOLOGY AND PERINATAL MEDICINE IN UKRAINE

Marepanbl M MeTOAbI HccleJoBaHusl. Brnepsoie B
YkpanHe nIaHUPYeTCs MPOBEJEeHUE MUIOTHOTO HUCCIE0Ba-
HUS - CKPUHUHTa HOBOHAPOXKAEHHBIX JETEH A BHISBICHUS
TSOKENBIX MEPBUYHBIX UMMYHOIE(QHIHUTOB, KOTOPHIH OynaeT
OCHOBaH Ha ompezneneHuu T- u B-mumbponenuid metomom
TRECs u KRECs.

byner  ucciemoBaHo  pacmpocTpaHenue — T- u
B-nmumdbonennit cpenu HOBOPOXKAEHHBIX, MX 3HAUCHHE B
JIUATHOCTHKE TsKENBIX KOMOMHUPOBAaHHBIX HMMMYHOIE(DU-
IUTOB W TSDKENBIX HapylIeHWH aHTHTenooOpa3oBanus. Ha
OCHOBE PEe3yIbTAaTOB HCCIeA0BaHUsA OyneT paspaboTaH mpo-
TOKOJI BBIABJICHUSA MEPBUYHBIX PIMMyHO[[e(l)PILll/ITOB METOAOM
TRECs u KRECs, a Takxe panbHelas TaKTHKa Opeayrnpe-
JKACHUS Pa3BUTHS UH(PEKIUH, TedeHus 1 HaOMIOAEeHNUS 3a Ta-
KUMH 1eTbMU. BriepBbie OyaeT 000CHOBaHO KJIMHUYECKYIO U
KOHOMHUYECKYIO I1eJ1ecCO00Pa3HOCTh BHEAPCHHS HEOHATANb-
HOTO CKPHHHHTA TKENBIX HMMYHOAE()HIUTOB B YKpauHe.

O:xugaembie pesyabrarsl. Ilocne wuccienoBaHus
pacupoctpanéunoctu T- u B-numdponennii y neteit nepuo-
J1a HOBOPOXJACHHOCTH OyaeT chOopMyTHPOBAHO UX 3HAUCHHUE
B nuarHoctuke TKUJ[ u TaxEnbIx HapylIeHUH aHTUTEI00-
Opa3oBaHwUs.

BoiBoabl. PaHHSAA TUAarHOCTHKA MEPBUYHBIX HMMYHOE-
(1)PII_II/ITOB qpeSBbl‘laﬁHO BaXXHa I yJIy4dY4dYlICHHsS KadyecCTBa
JKU3HU MNALMEHTa, MOCKOIbKY 3aJepiKKa B JMAarHOCTHKE
HNPUBOAUT K OTCYTCTBHUIO aJ€KBaTHON Tepamuu M, COOTBET-
CTBCHHO, K Pa3BUTHIO B JalbHEHIIIEM CepbE3HBIX HH(ECKIIHIA,
KOTOpbl€ MEIIAIOT I[OBCEAHEBHON JKHU3HM, YBEIHUUYUBAIOT
PHUCK Pa3THYHBIX HEMH(PEKINOHHBIX OCIOXHEeHHH. M3BecT-
HO, 4YTO 3THU HAPYUWIECHUA HETaTUBHO BJIUAKT HAa COCTOAHUE
310pOBbs MAllMEHTAa, KAY€CTBO JKU3HU €r0 CEMbU U JIOACH,
KOTOPBIE 33 HUMH yXaxuBaioT. KpoMme Toro, cymecTByIo-
I[Me UCCIEOBAaHUS T0KA3bIBAIOT, UYTO PAHHSA AMArHOCTHKA
U TPAHCIUIAHTAIUsI KOCTHOTO Mo3ra - 3Q{eKTUBHBINA MyTh
K CHIJKEHUIO 3a00JIeBa€MOCTH U JIETaTbHOCTH MAIlHEHTOB C
TKUJ v numdoneHusMH.

KawueBble cjioBa: ueonaranbusiii ckpununr; T-
n B-mumdponenus HoBopoxkaAEHHBIX; aAmarHocTuka TKU/,
TRECs u KRECs.

newborns, their importance in the diagnosis of severe
combined immunodeficiencies and severe antibody
disorders will be determined. Based on the results
of the study, a protocol for the detection of primary
immunodeficiencies by TRECs and KRECs and further
tactics for infection prevention, treatment and surveillance
of such children will be developed. For the first time, the
clinical and economic feasibility of introducing neonatal
screening for severe immunodeficiencies in Ukraine will
be substantiated.

Expected results. After studying the prevalence of
T- and B-lymphopenia in infants, their importance in the
diagnosis of SCID and severe antibody disorders will be
formulated.

Conclusions. Early diagnosis of primary immuno-
deficiency is extremely important to improve the patient's
quality of life, as delayed diagnosis leads to a lack of
adequate therapy and, consequently, to further serious
infections that interfere with daily life, increasing the risk
of various non-infectious complications. It is known that
these disorders negatively affect the health of the patient,
the quality of life of his family and people caring for him.
In addition, existing research in the world proves that early
diagnosis and bone marrow transplantation is an effective
way to reduce the incidence and mortality of patients with
SCID and lymphopenia.

Keywords:  Neonatal  Screening; T-  and
B-lymphopenia in Infants; diagnostics of SCID, TRECs
and KRECs.
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