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AHHOTALUA

CKpHHHUHT HOBOPOK/ICHHBIX, OCHOBAHHBIH Ha KOJIMYECTBEHHOI OlleHKe KpyroB skcun3un perentopoB T-kinerok (TREC) n
KpyroB skcim3nn perenrtopos kanmna (KREC) B cyxux msTHax KpoBH, O3BOJISIET TPOBOJUTH PAHHIOKO IMArHOCTHKY Pa3IMYHbIX
tunos nepsnuHbX nMmyHoaeduunTos (ITHM/1). TREC n KREC — konbressie /IHK, Mapkepbl IpoXyKIIMK HOBBIX JTUM(OLUTOB,
oOpasytommuecst npu cozpeBanuu T- u B-knerok. Otn JIHK He 006nagaroT cnocoOOHOCTEIO K PETUIMKALMK U MTOABEPTaloTCs pas-
0aBIICHHIO B pe3yNbTaTe KICTOYHOTO JIJICHNUS, UTO JIeJIaeT UX TOJIE3HBIMHA MapKepaMH JUTs OLICHKH ITOSIBIICHUST HOBBIX JTMM(O-
1uToB. [1I[P-ananu3 TREC u KREC no3BomseT TOYHO KOIMYECTBEHHO OLIEHUTh UX YPOBHH, YTO BasKHO JUIS JUATHOCTUKU U
JIeYeHUs] UMMYHHBIX 3a00JIeBaHUM, cBs3aHHBIX ¢ T- n B-knetkamu. Buenpenune ananuzoB TREC u KREC B nporpammer Heo-
HaTaJIbHOTO CKPUHHHTA ITO3BOJISIET PAHO BBIABISATH MMMYHOAE(UIMTH M OOHAPYKMBATh HOBBIE TeHETHUECKUE Ae(DEKTHI, pac-
HIUPSIS BOSMOXHOCTH PaHHE! TUarHOCTUKU.

B manHoM 0630pe peransHO paccmoTpena poib MapkepoB TREC u KREC B nuarnoctrke IMMyHOE(HINTOB Y HOBOPO-
JKIeHHBIX. Taxoke mpoaHanu3uposaH MupoBoi onsIT BHeApeHUss TREC u KREC B HannoHanpHbIe MPOrpaMMbl CKDUHHHTA

HOBOPOXXACHHBIX.

Kirouessie ciioBa: TREC, KREC, nepBudHbIe HMMYHOIE(PHITUTEI, TSKEIBIH KOMOMHUPOBAHHBIN NMMMYHOIE(HUIIHT, CKPH-

HUWHI.

BBEJIEHHUE

BpoxzaeHHbIe HApYIICHUS IMMYHHUTETA, U3BECTHBIE KaK
[N, mpencrapisioT cob0ii TeTepOreHHYIO TPYIITY TeHETH-
YecKHX 3a00JIeBaHUN, IPOSBIISIOMNXCA B MJIaJICHIECTBE U
TIPUBOIAIINX K BRICOKOH 3a00JIEBAEMOCTH U CMEPTHOCTH. [1o-
MYJISIIAOHHBIA CKPUHIHT HOBOPOXKACHHBIX, OCHOBAaHHBIN Ha
JTIOCTHIKEHUSIX MOJICKYIIAPHOI OHOJIOTHH M THATHOCTHUKH, TI0-
3BOJISIET CBOCBPEMEHHO BBIABIISATH MJIA/ICHIIEB C TSKEIBIMHU
I[N/, Bximrouas T- w/unu B-kineTouHyto TUM(ONCHUIO U APY-
THe HapyIIeHNS! IMMYHHOM CHCTEMBI, JUTI KOTOPBIX JOCTYIIHA
s exTuBHAS Tepamnus, YTO MPEeIOTBpaNIaeT Pa3BUTHE Ce-
pbe3Hbix ocnoxkHenuit. [Ipu ckpununre [N/ npumensitorcs
OroMapKephl, YKa3bIBAIONINE Ha CHIKCHNE WIH OTCYTCTBHE
T- nnmu B-xnerokx: TREC amnst onenku T-kireToqHo# mumdorte-
uuu, 1 KREC miist onenku B-knerounoit mumdonennn. Komu-
YECTBEHHOE OTIPEEIICHNE STHX MapKEPOB BO3MOXKHO B CYXHX
o0pasiax KpoBH C UCTIOJIb30BAaHUEM TOJMMEPA3HOHN IEIMTHOM
peakmuu (ITLP) B peamsHoM Bpemenu. Y manuenToB ¢ [TH]],
HMEIOIIMX MaJIO WiIx He nMeromux T- u B-kietok, Habmrona-
€TCs OYCHb HU3KOE FUTH HEOIPeaesieMOe KOIMIEeCTBO KOTHI
TREC wm KREC. VccnenoBanus mokasaiu, 4TO U3Mepe-
Hue konumdecta 3tux JIHK-dpparmenTos B oOpasie nsaTod-
HOW KPOBH HOBOPOXKICHHOTO MO3BOJIAET BBISABIIATH TSHKEIBIE
1 [1-3].

BriepBrie oOHapyxeHue 1 KonndecTBeHHas oneHka TREC
MmerozioM TP Obutn npencraBiaeHbl B KaY€CTBE METOIA CKPH-
HUHI'a HOBOPOXKACHHBIX Ha TSKENbI KOMOMHUPOBAHHBIN UM-
myHonepunur (TKUI) B 2005 rony, a 6 net ciyctst Obuia
TOATBCPKACHA aHAJIOTUYHAasA BO3MOKHOCTH UCIIOJIb30BaAHUSA
KREC y nanuentor ¢ arammarioOynuaemueii [4,5]. B mo-
CJIEYIOIUE TO/IbI OOHAPYKEHHE U KOJINYECTBEHHAs Ol[CHKA
TREC n KREC 0b1u npu3Hansl 23pQeKTHBHBIMU METOJAMU

CKpPHHHHTAa HOBOPOXKICHHBIX Ha TspKenbie popmbl [T,
OcHoBHAas YacTh

CoBpeMeHHbI HEOHATAILHBIA CKPUHUHT IIPECTABIISIET
c000i KOMILIEKC IMAarHOCTUYECKHUX HPOLEAYD, HAlpaBiIeH-
HBIX Ha BBISIBIICHUE PEJKHX HACIIEJCTBEHHBIX 3a00JeBaHUN Y
HOBOPOX/ICHHBIX. JTOT HPOLIECC MO3BOJISIET CBOEBPEMEHHO
JIMarHOCTHPOBATH U JICYUTh META0OIMYECKHE, T HETHIECKHUE,
SHJIOKPHHHbIE M TE€MaTOJIOTMYECKUE HAPYLICHUS, MHOTHE U3
KOTOPBIX HPENCTABISIOT YIpo3y AJsl )KU3HH. J[1is BKITIOUeHUst
3a00JIeBaHUil B IPOrpaMMbl CKPUHHHIA OHH JIOJDKHBI COOT-
BETCTBOBATh KPUTEPHSIM, IIPEUIOKEHHBIM YiIcoHOM U FOH-
THEpOM [6], a IMEHHO:

1.  3aboneBaHue TOIKHO MPEICTABIATH 3HAYUMYIO ITPO-
0JsieMy OOIIECTBEHHOTO 3/JPaBOOXPAHCHHSL.

2. JlomkHBI CyIecTBOBAaTh 3 (DEKTUBHBIC U IPUEMIIE-
MBI€ METO/IBI JICUCHHUS TUATHOCTUPOBAHHBIX TAIHEHTOR.

3. HeoOxomumo Hanu4ue cayx0 s TUATHOCTUKU U
JIeYeHUsI 3a00JICBAHUSL.

4. 3aborneBaHre JOKHO MMETH PACIIO3HABAEMYIO Jia-
TEHTHYIO WU PAaHHIOI0 CHMITOMaTHYECKYIO CTaINIO.

5. JIOmXKHBI CylIECTBOBATh MOAXOAAIINE TUATHOCTHU-
YEeCKHE METOITUKH.

6. CKpHMHUHT He JOJKEH CO3[aBaTh UYpe3MEpPHBIX HEy-
JI0OCTB JUIs HACEJICHHUS.

7.  HeoOxommmo 1iryOOKOe TOHUMAaHUE €CTECTBEHHOTO
TeYCHUsI 3a00JICBaHUS OT JTATCHTHON J0 KIIMHUYECKH BBIpa-
JKEHHOH (pOpMBEI.

8. JlomKHBI OBITH YETKO OMPEE/ICHBI KAaTErOpHH JIHII,
HYXJAIOIIUXCS B JICUCHUH.

9.  DxoHOMHYecKas 3pPEeKTUBHOCTb CKPHHUHTA (BKITIO-
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Yasi IMarHOCTHKY U JIUeHHE) JOJDKHA ObITh 000CHOBaHa C
TOYKHM 3pEHHs OOIIMX 3aTpaT Ha 37paBOOXPaHEHHUE.

10. CxpuHHUHT HODKEH OBITH HEIPEPHIBHBIM MPOIIECCOM,
a He pa3oBOM aKIuei.

B pasHbBIX cTpaHax HEOHATAIBHBIN CKPHHHHT SIBIISIETCS
TIPUOPUTETHOHN MPOTPaAMMOI OOIIIECTBEHHOTO 3IPaBOOXpaHe-
Hust. [laHeM CKpUHMHTa HOBOPOXKAECHHBIX 3HAUYUTENIFHO pa3-
JMYAIOTCS TI0 BceMY MHpY. MIIafeHIIbl 00CIexyIoTCs Ha pas-
JWYHBIE HO30JI0THYecKue (opmbl 3a0oneBanus. K npumepy, B
Kazaxcrane HOBOPOXKICHHBIE TIPOXOAAT 00s3aTEIBHBIN CKPHU-
HUHT Ha (pEHIIKETOHYPHIO ¥ BPOXKACHHBIN THIIOTHPEO3.

B mocnegHue roasl yueHsIe M HCCIEIOBATEIH PA3HBIX
CTpaH YAENAIOT IMOBBHIIICHHOE BHUMaHHE HEOHATAJIbHOMY
ckpunuHry Ha [I1]] B cBsI3U ¢ pOCTOM HX pacpOCTPaHEHHO-
CTH U HEOOXOAMMOCTBIO paHHel nuarHoctuku. [TN]] mpen-
CTaBISAIOT CO00l reTEePOTeHHYIO TPYIITy HACIEICTBEHHBIX
HapylIeHUH UMMYHHOH CUCTEMBI, XapaKTEPU3YIOLLUXCS pa3-
HOOOpa3HBIMHU KIMHUYECKUMH MPOSIBICHUSIMH, BKITFOUast pe-
LUIUBUPYIOIIUE HHPEKINH, ayTONMMYHHbIE PEaKIUU U OH-
KOJIOTHYECKHe 3a001eBanmst [7].

B 2022 rogy MexayHapoaHbIi COI03 IMMYHOJIOTHYECKUX
obwects (IUIS PID) knaccugunmpoBai u BHEC B CIIHCOK B
o61eit cnoxuoctn 485 nanuBuayansHeix [T/ [8]. Knnau-
yeckue nposeienus [1M]] pazHooOpa3Hbl, HO YacTO BKIIO-
YaroT MOBBILICHHYIO TO/IBEPKEHHOCTh PAa3IMYHBIM HH(DEK-
UM, 4TO 0OYCIIOBJIICHO HapylleHHEeM padoThl MMMYHHOMN
cuctemsl [7].

Tsoxenbiii komOnHUpoBaHHbI nMMyHOAepuiuT (TKHW/T)
TipesicTaBisieT co0oit onHy U3 Handonee TsokenbIx hopm MU,
XapaKTepHU3YIOLIYIOCsS OTCYTCTBHEM T-KJIETOK, a TakKe, B 3a-
BHCHMOCTH OT T€HETHYECKOTO 1e(heKTa, BOSMOXKHBIM OTCYT-
ctBueM B- u NK-kierok. JlanHOE cocTosiHEE TpeOyeT HeMe/T-
JICHHOHM AMarHOCTUKHU U TEpallny, NOCKOJIbKY 0e3 JedeHus
MIPUBOJUT K JIeTaIbHOMY Hcxony [9].

PaHHsA TpaHCTIIAaHTAIVS TEMOIIOATHYECKIX CTBOJIOBBIX
knerok (TT'CK) miu reHHas Teparust siBisieTcst Hanoosee 3¢-
¢extuBabIM MeTonom seueHuss TKI/L [10]. [Ipu cBoeBpe-
MEHHOM BMEIIATEIBCTBE, B IIEPBBIC 3,5 MecsIa KU3HH, BHI-
JKMBaeMocTh HOBOpoxkaAeHHbIX ¢ TKUJL nocturaer 94%. V
MAICHTOB CTapIIle 3TOTO BO3PACTa, TPAHCIUTAHTHPOBAHHBIX
JI0 pa3BUTHUS WHPEKIIMOHHBIX OCIOKHECHUH, BBIKIBAEMOCTb
cocraBiseT 90%, a mocine nedeHus napexnmii — 82%. TI'CK,
MPOBE/ICHHAS BO BPEMs aKTHBHOTO TEUCHUS HH(EKIIMOHHBIX
3a00JIeBaHUH, 00ECIIEYNBAET BEDKUBAEMOCTD JIMIID B 50%
ciydaeB. OTCYTCTBHE CBOCBPEMECHHOM JUATHOCTHKH U Jieue-
Hus [TA]] mpuBOAKT K TSDKETBIM WH(EKIIHOHHBIM, ayTOUM-
MYHHBIM U OHKOJIOTHYECKHM OCJIOKHEHHUSM, BBI3BIBAIOIIIIM
WHBAJIMIU3AIMIO WK JIETAIbHBIN ucxo [8].

Huaraoctuka TKUJI 3agactyto 3aTpyaHeHa B IepBhIe 6—8
MeCSALEB JKU3HU, a 3a/1epKKa BoisiBIeHUs Apyrux [TN]] moxet
nmocturats 5 set u 6onee. [ToqoOHast 3amepikka IPUBOINT K
TOMY, 94TO O0JIee TOJOBUHBI IETEH TIOTHOAIOT 10 TOCTAHOBKH
JIMarHo3a W Hadana jedeHus [7, 10, 11]. DxoHoMHuUecKkmit
aHaJIN3 MTOKA3BIBALT, YTO PAHHSS TPAHCIUIAHTAIMS KOCTHOTO
MO3ra, CTOMMOCTb KOTOPOii B cpeiHeM coctasisier $120 000,
B TpH pa3a jeniesne no3axei tpancanTaiuy ($360 000) [7,
9, 12, 13]. CremoBarenbHO, 3a/1epiKKa JUATHOCTHKH H Jieue-
Hud [IM/] HeraTuBHO BIUSET HA pE3yabTaThl TEPAMU U yBeE-
JMYUBACT YKOHOMHYECKUE 3aTPATHL, YTO MOAUYEPKIBACT BaXK-

HOCTb paHHero BbisBieHUs [7, 14].

PanHee BbIIBICHNE TaHHBIX HAPYIICHUH ITOCPEACTBOM He-
OHAaTAJIFHOTO CKPUHHHTA NPEOTBPAIIACT Pa3BUTHE KIMHIYC-
ckux cumnTomoB. TKM/I coorBeTcTBYET KpuTepusiM Buib-
coHa 1 FOHrHepa 1 ABIseTCs NOAXOAANINM KaHAUIATOM IS
CKPHUHHHTA HACEJICHHS.

Kommuectsennas orneaxa TREC na ocHose I1L[P B peans-
HOM BPEMEHHM IIUPOKO UCHOIB3YETCS B CKPUHUHIE HOBOPO-
xkaeHHbIX A TKUJL v Takke MOXKET BBISIBIATH APYTHUE Je-
¢umute T-xirerok [15-17].

B 2005 rony Ku Yan u Ixennudep ITak Buepsbie nmpose-
MOHCTPHUPOBAJIM BO3MOXHOCTh puMeHeHus ananu3a TREC
JUTS MAaCCOBOTO CKpMHMHTA HOBOpoxIeHHBIX Ha TKU /I u npy-
rue Gopmbl T-knerounoii tumdonenun [10]. Brociencreun
ananu3 TREC 0wt ontumusuposan, u B 2008 roxay B mrare
BuckoHcHH 6bUTO IPOBECHO MEPBOE MIJIOTHOE HCCIIEI0Ba-
nue no ckpununry TKU/I B pernonansHoM maciuTa6e [18].
B TOM e rogy ycnemHo npoBeeHa TpaHCIIIIAHTAIHS] TOYKH
nepBomy pebenky ¢ TKU /I, BEIABICHHOMY C IIOMOIIBIO He-
OHATaJIBHOTO CKPUHMHTA. B mocnenyromue ronbl CKpUHUHT
obu1 BHeapeH B pane wraroB CLIA [19]. Hecmotps Ha To,
4TO TNIepBOHauaNIbHO CKpUHHUHT Ha ocHOBe TREC Gbut opuen-
TUpoBaH Ha BeIsiBIeHue TKU ]I, crano oueBUaHO, YTO TaHHBII
aHaJIU3 TaKKe MO3BOJISIET UICHTU(QHUIUPOBATh MJIAJICHIIEB C
T-knerounoit mumdornenuel, BBI3BaHHOM JIPyTUMH IEepPBUY-
HBIMU ¥ BTOPUYIHBIMH IpuarHamu (Tabnuna 1). CHIDKeHHbIE
ypoBHr TREC Obuy 3a)MKCUpOBaHbl y MalUEHTOB C CHUH-
npomoM aenennu 224, acconuanueiit CHARGE u tpucomueit
21. Kpome Toro, y mnazaenues ¢ [TU]1, ormuanasivu ot TKUJ,
Takke Habmonaercst cHkenune ypoBas TREC, Hanpumep,
IIPU aTaKCUU-TEJICAHIMAKTa3UU U KOMOMHUPOBAHHBIX HMMY-
HOACPHUIUTHBIX 3a0oneBanusx [17, 20].

Momumo TKU/I n apyrux ¢popm T-knetounoi numdo-
TIeHNH, CYIIeCTBYeT rpymma Tsbkenbix [1N/]], xapakrepusyro-
muxcs neduiutoM B-muMdornutos, Brintoyas X-ClerieHHyo
arammanooyuaemuro (XLA, 6one3ns bpyToHa) u aytocom-
HO-PELIECCUBHYIO TUITOraMMariio0yIMHEMHIO, KOTOPBIE TaKXkKe
MIPUBOJIAT K )KU3HEHHO OMAacHbIM cocTosiHusM. B 2007 roay
BaH 3enM M koieru paspaboranu anann3 KREC Ha ocHoBe
IILIP, nponemoHcTpupoBas, uro ypoBHu KREC, npoxykros
B-num¢pounToB, 0Opasyromumxcs B mpouecce nepecTpoiku
T€HOB HMMYHOIIOOYJIMHA, OTPXKAIOT IMHAMHKY PETIMKAIIN
B-nmum@onuToB 1 IMEIOT JUArHOCTHYECKYIO IIEHHOCTh TIPU
oleHke BoccTraHoBieHus B-knerox nocne TI'CK u npu nua-
THOCTHKE HAapyIIeHUH Ae(UIMTa aHTUTEIN, TAKUX KaK OOLIHH
BapuabenpHbi nMMyHOAeduuuT [17, 21]. B 2011 roxgy 6su1a
NoKa3aHa JuarHocTuyeckas 3HaunMocts aHanuza KREC s
BBISIBIICHUS 3a00JeBaHMi, CBs3aHHBIX ¢ XLA 1 momoOHBIX
XLA, y HOBOPOXXJEHHBIX [5].

Kax TREC, Tak u KREC siBnsitoTcs HepermIuuupyomu-
MHUCS B CTaOWIIBHBIMU MOJICKYJIAMH, YPOBHHU KOTOPBIX HE M3-
MEHSIOTCS B MpoIlecce KIECTOYHOU mponudeparun [21, 22].
Komnuecreennoe onpenenenne TREC u KREC mupoxo npu-
MEHSIETCS U OLCHKH ()YHKITHOHATEHOTO COCTOSIHUS TUMYyCa
U KOCTHOTO MO3Ta IPH Pa3IHYHBIX (PU3UOIOTUICCKUX U Ta-
TOJIOTUYECKUX COCTOSIHUSIX. MeTon MmynbTuiuiekcHoi TP B
peaJbHOM BPEMEHM MO3BOJISIET BBIABISATH HAPYIICHUS TE€HE-
parmu T- 1 B-muMpoIuTOB ITyTeM OJJHOBPEMEHHOTO H3Mepe-
nust konmaecTBa kot TREC u KREC [23, 24].
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Tabmuna 1. 3aboneBanusi, BoisiBisieMbie ¢ momolnkto ckpuanara TREC u KREC [17]

Huskuit yposerb TREC Huskuit yposerb KREC

TKUI*

KoMOrHMpOBaHHBIE UMMYHOJE(MPUIIUTHL:

+  ATakcus-TeJeaHTUIKTa3usI

+ Hepumur DOCKS

- EDA-ID

+  Cunapom mepenoma Heitmerena™*

+  HMmmyHo-kocTHag aucruiazus Ilumke

+  T'unorutazusi XpsIeBbIX BOJIOC

+ Hedexr Rac2

XPOMOCOMHBIE AaHOMAJIUU:

+ Cunapom nenerum 22q

+ Tpucomus 21 (cunapom JlayHa)

+ Tpucomus 18 (cuHmpoMm DaBapica)

+  Jlpyrve IUTOT€HETUYECKHE aHOMAaTuu
(denmeuust 6p, KosblieBast xpoMocoMa
14 u 17, Qymiukaiuyss XpoMocoMmbl 17p,
Muxkpoaenenus 14q)

I'eneTnyeckue CUHAPOMBI:

+ Cungpom KabOyku

+  Cungpom CHARGE

+  Cunapom HyHan

+  Cunapom SxobceHa

- Cungpom PpwuHca

+  Cunapom PenmeHHMHTA

+ TAR-cuHgpoMm

+ CLOVES cunmpom

-+ ECC cungpom

TKWI (T-B-)**

X-cuerieHHast arammaryiooynmuaemus (XLA)
XLA-1momo0HBIE pacCcTpoMCTBa

Cunnpom mnepenoma Helimerena™*

BropuyHble TTPUIMHBI

®axTophl, CBSI3aHHBIE ¢ HETOHOIICHHOCTHIO:

- HenoHoireHHOCTD

BpoxneHHble aHOMAaJIUM:

+  BpoxneHHBIII MOPOK cepala

+  MHOXeCTBeHHBIE BPOXICHHBIE aHOMAINU

+  AHOMaJIUM XeJyTOYHO-KUIIIEYHOTO TpaKTa
(BKJTIOYAST TACTPOIIM3NC)

IlaTosormueckue IMOTEPU KUIKOCTH:

+ XWJIOTOpaKc

- IloTepu TpeThero IPOCTPaHCTBA
(cocymmcrast yredka, BOISHKA)

T'emaronornyeckue 3ab0J€BaHUS:

+  HeoHaTanbHBIA JEHKO3

+  MarepuHckue (HaKTOpPHI:

+  AyTOMMMYHHO€ 3a00JI€eBaHHWE y MaTepu

+  BUY-undexuusg y matepu

- MMmyHoCymnpeccust y Marepu

- Ilpuem JexkapcTB MaTepblo (BKIIOYast
PUTOIPUH)

MatepuHcKHe (HhaKTOPHI:

- MMmyHoCymnpeccust y Matepu

+  Ilpuem JnexkapcTB MaTepblo (BKJIIOYAs
PUTOIPUH)

OCKS — mpenckasarens nurokuHesa 8; CHARGE — xono6oMa, TOpoku cepiia, aTpe3us X0aH, 3aJepKKa pocTa, aHOMalIuU [OJIOBBIX OPTraHOB, aHOMAJIIH
ymeit; CLOVES — BpoxIeHHBIH, THIIOMaTO3HBIH, H30BITOUHBIN POCT, COCYAUCTHIE MalIb(OopMaIHy, SIHIepMalbHbIe HEBYCHI, aHOMAIHU O3BOHOYHHKA/
ckenera u/m ckonmuo3; ECC — skronepmanbHas JUCIIIA3HS, SKTPONAKTIIINS U pacuienuaa; TAR — TpoMGonuToneHns U OTCyTCTBHE IydeBoi koctu; BUY
— BUpYC IMMyHozedunuTa yenoseka; EDA-ID — nMMyHOneGHINT, CBI3aHHBIN ¢ SKTOAEPMAIBHON JHUCIIIA3HEH

*Uckmovas nepuuur Zap70, nedpuuur MHCII u gepuuutr ADA ¢ no3qHuM Hayaaom
**Huskne yposan TREC u KREC
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KomOuHMpoBarHoe ncmons3oBanne MmetonoB TREC u
KREC no3BomnsieT TMarHocTupoBaTh HE TOJIHKO BPOXKICHHBIC
nedextsl T-mumdonunTos, HO U aApyrue Gopmer [T1]], koTo-
pBIe MOTYT OBITH IPOMYIIEHH ITpu aHanu3e Tobko TREC, B
YaCTHOCTH, MO3/IHEE HAYAI0 AS(HUINTA aIeHO3HHAC3aMIHA3bI
(ADA), cungpom nonomku Heiimerena (NBS) u apyrue ma-
TOJIOTHYECKHE COCTOSTHUA [24].

Takum o6pas3om, BHenpenue ananuzoB TREC u KREC
B HEOHATaJbHBIH CKPUHUHT MO3BOJISIET CBOEBPEMEHHO J1a-
THOCTHPOBATH OOJIbIIEe KOIMYECTBO MAIIMEHTOB, UTO CIIOCO0-
CTBYET IOBBIIICHUIO UX BBDKMBAEMOCTH M KQYeCTBA KH3HU.

Mexanusm ¢popmupoBanne TREC u KREC

JJisl OIleHKM UIMMYHHOTO CTaTyCca HUCHOJIB3YIOT KOIHUYe-
crBennoe onpeneneane TREC u KREC. Ot Mosekysbl 00-
pasyrorcs B mporiecce co3peBanus T- 1 B-miMGonuTos u ciry-
JKaT MapKepamMH HeoreHe3a 3THX KIIETOK.

IIpumepro 70% T-xnetok renepupyrotr TREC. TREC sB-
JSIETCSl TOUYHBIM IOKa3areneM (PYHKIHH TUMYCa, IIOCKOJIBKY
OH BO3HHKAeT Ha MO3JHEH CTaaiuu CO3PEBAHUSA TUMOLUTOB.
TREC BO3HHKAIOT B TUMYCE IIPH peKOMOMHAIMY r'eHOB T-Kite-
tounoro peuentopa (TCR) B nponecce cozpeBanus T-mum-
¢ouuros. PexomOuHaszel (RAG1 1 RAG2) yuacTByloT B 3TOM
npouecce, coeaunsisi cermeHTsl V, D u J renoB TCR. B pe-
3ynbrare obpasyercs konbleBas JJHK - TREC, koropas co-
Xpansercs B HauBHbIX T-numdonurax [25-29].

KREC 006pa3yrorcs B KOCTHOM MO3Te IIPU PEKOMOMHAITAH
TeHOB JIeTKuX 1eneit mmmyHormoOynmrHoB (IGK) B mpomecce
cozpeBanus B-mumdonuros. PekoMOMHa3bI TakKe y4acTBYIOT
B 9TOM IIporiecce, coequnss cermeHTH V u J reroB IGK. B
cirydae HeddekTHBHON peapamkupoBku reHoB IGK mpowuc-
XOIWT JACNEIHs Kalla-JeJeIHOHHOTO IEMEHTa, YTO IPHBO-
muT kK oOpaszoBanmio konbieBoit JIHK - KREC, xotopas ciy-
JKUT MapkepoM Heorenesa B-kierox [30-32].

O6a mporiecca BKITIOYAIOT CIUSHAE CETMEHTOB TEHOB U
MIPHUBOIAT K 00pa3oBaHuio KoJibleBbx Monekyn JJHK, koto-
pBIe HE PEIUIMINPYIOTCS MPH ACTEHUH KIETOK. M3mMepenue
ypoBHeit TREC u KREC no3Bonsier onenuTs HeoreHes T- u
B-nmumdonnToB 1 UCTIONB3yeTCs B KIMHUYECKOH TpaKTHKe.
Konmnentpanus TREC u KREC orpakaer koamdecTBO Hau-
BHBIX T- 1 B-mum¢onnmTos [33].

Puc. 1. ®opmuposanre TREC. Pexombunarus JTHK, Heobxonu-
Mast uist obpazosanus TREC, ocymiecTisieTcs pepMeHTaMu - pe-
KOMOHMHa3aMH, KOTOpbIe COSIUHSIOT V-, D- 1 J-cerMeHTHI reHOB.
PexoMOMHa3bI pacio3HAOT CHEHATIbHBIE OCIIEI0BATEbHOCTH
(RSS), pacrionoxeHHsIe 10 Kpasm kakaoro V-, D- u J-cermenra.
B nporecce pexkomounarmu JJHK pacuiennsiercsi, o6pasys cur-
HasbHBIH cerMeHT (SJ) V-D u dyHkimonaneHslii k300 V(D)J.
Coenunenue RSS, naxonsmuecs Ha koH1ax V-D cermenta, npu-
BoauT K popmupoBanuo TREC [33].

Puc. 2. ®opmuposanne KREC. ®opmupoBanue konupyromiei
JIHK BapuaOGenbHBIX PErMOHOB Lieneil UMMYHOIIIOOYITHHOB MPO-
UCXOIUT IyTeM pekoMOuHanuu V-, D- 1 J-cerMeHTOB IeHOB.
KREC Bo3HuKaeT B pe3yasTare HedpHEeKTHBHOM! epecTPOHKH JI0-
kyca IGK B rene Tspxenoii 1ienu (0XHOTO MM 000HX alieliei).
Hedynkunonansusiit nokyc IGK ynansercs ¢ noMorsio K-ae-
JICTHPYIOLIETO dJIEMEeHTa, cofepikamiero ¢pparmeHTsl reaos C, V
1 J. DTOT 37I€MEHT B3aNMOJICHCTBYET C CUTHAJIaMH PEKOMOUHA-
uu (RSS) uepes akTuBHOCTH pexoMOuHa3b1. B pesynbrare oOpa-
3yroTcst GyHKIMOHANBHBIH Konupyroumii pparment (CJ) u He Ko-
JIUPYIOIIas KOJIbIIeBas MOCIe0BaTeIbHOCTD (SJ), U3BecTHas Kak
KREC [33].

MupoBoe NpuMeHEeHHe U BaXKHOCTh ckpuHuHra ITH/JT
Ha ocHOBe TREC n KREC

OnHUM U3 NEepBHIX IAaroB B 00IIel CTpaTeruy BKIIIOYE-
Hust [T /] B HalMOHABHBIC IPOTPAMMBI CKPHHHHTA SIBIISCTCSI
NPOBE/ICHHE MHJIOTHOTO MCCIIeNOBaHMs. JJaHHBIC TaKHX HC-
CIIeIOBaHU NPEIOCTABISIOT HHPOPMALMIO O TEXHHYESCKHX
Y JIOTHCTUYECKUX ACTICKTAX, CBSI3aHHBIX C METOIOJIOTHEH, UC-
HOJIB3YEMO# B KOHKPETHOM COLIMAJIBHO-3KOHOMHYECKOM CO00-
mectBe. TakuM 00pazoM, ONPEENISOTCS ONTUMAIBHBIE TOPO-
TOBBIE 3HAYCHHS, YaCTOTa HEOOXOAUMBIX IOBTOPHBIX TECTOB,
YaCTOTA JIOKHOIIOJIOKUTEIBHBIX 00Pa3L0B, KOJUYECTBO KITH-
HUYECKUX HalpapJIeHUH, €CIIH IPUMEHUMO, U T. 1., & TAKKe
B Ka4eCTBE HAMIyYllel IPAKTHKU OLIEHHUBACTCS SKOHOMHYE-
ckas 3¢ dexruBHOCTS [34].

IIunotHsle nporpammbl ckpuHunra IIM/] Ha ocHoBe
TREC 611 mupoKo BHEAPEHHI 10 BceMy Mupy. B Aznu niep-
BBIMH CTpaHaMH, BHEAPHUBIINMH NIPOTPaMMBbl, ctanu CHHra-
myp, TaitBans, Kuraii, Anonus, FOxuas Kopes u Beetnam. B
EBpone nununumaruBy nonxsaruiau ABctpus, benbrus, Yem-
ckas PecrryOmmka, lanns, Tepmanwst, Ucnannus, Upnanaus,
JlarBus, Hunepmanpaer, Hopserus, Poccus, Coenus, LlBe-
uus, lBeiuapus, @unnauaus, Uranus, Mcnanus, Bennko-
opuranus, ®pannwms, [Tonema, CrnoBakus, Typuuns u Ykpa-
nHa. B JlatuHCKON AMepHuke MWIOTHAs Mporpamma Oblia
3anyuieHa B bpasunuu, Ha bamkaem Boctoke - B U3paure,
JluBane u CaynoBckoit ApaBun, B CeBepHOII AMepHKe - B
CIIA u Kanane, a 8 Oxeannn - B HoBoit 3emanmim u ABctpa-
nun. BHenpenne ckpHHUHTa HOBOPOXKICHHBIX CIIOCOOCTBO-
BaJIo CHWKeHUIO pactipocTpaneHHocTy TKW/I pu poxneHun
¢ 1:100 000 mo 1:58 000, i TpeXKpaTHOMY CHIDKEHHIO CpElI-
HEH CTOMMOCTH paHHEW TPaHCIUIAHTALMK KOCTHOTO MO3r'a IO
CpaBHEHHIO C TIO3THEH TpaHCIUaHTanuei [35].

Buckoncun 6w11 iepBbiM mratrom CIIA, odumnuansao
BaenpuBmuM TREC mist BeisiBnenust TKUJL y miageHIes.
Bcero 6b110 06cnenoano 71 000 merel, B pe3yabrare 4yero
11 manuenToB >37 Henenb OEPEMEHHOCTH MPOIILIH IPOTOY-
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HYIO IIUTOMETPHIO, a TaKKe OBLJIO BBISBICHO 8 MJIa/ICHIEB
¢ T-numdonuronenueli, BKIIrOYas MiIaJcHIIA ¢ MyTalllCH
RAC2, y xoroporo 6suta ycriemnas TT'CK u3 mynoBuHHOH
kpoBu [36]. B 2009-2010 rogax B Maccauycerce ObL10 00-
cnegosano 100 597 mnazneHues, B pe3ynsTare uero 78 mia-
nennes (0,08%) mporuu MPOTOYHYIO IUTOMETPHIO, OBLIO
BBIABIICHO 29 MitajieHIeB ¢ T-muMponuToneHuei, BKIroYas
mianeHna ¢ TKUJI u3-3a cloXKHBIX T€TePO3UTOTHBIX MYyTa-
uuii B JAK3, y xotoporo taxxe 0buta yenemnas TT'CK ot
HeponctBeHHoro gonopa [37]. B 2010 rony Ha ocHOBaHUH
ycremHoro ooHapyxenus T-mumdonuronennn Koncynpra-
TUBHBIH KOMUTET 10 HAacJEICTBEHHBIM 3a00JIEBaHUSM Y HO-
BOPOXKIECHHBIX U JeTed MUHHCTepPCTBA 3paBOOXPaHEHUS 1
COIMANILHBIX CIyxk0 pekoMennopan nodasute TKUJ] B Pe-
KOMEH/YEMYIO SIMHYIO aHEeb CKPHHUHIa HOBOPOXKJICHHBIX
[36]. Kak u Bo MHOTUX cTpaHax Mupa, BHeapeHue TREC s
CKPUHHMHIa HOBOPOXICHHBIX MPOJ0JIKAJIOCH B KAXKIOM ILTATE
TocJIe TOJIyYeHuUs 0JJ00peHus U pUHAHCHUPOBAHMS OT IPaBH-
TEeJIbCTBA KAXA0TO LITaTa.

IIpoBenennsiit ananu3 nanueix 3 030 083 HOBOPOXKIIEH-
HbIX, ponuBmmuxces B 10 mrarax CIIA u nanuu HaBaxo B
nepuog ¢ 2008 mo 2013 rox, ctan ofHUM U3 KpyIHEHIINX
uccnenosanuii no ckpuuunary Ha TKUJ B CIHA. B uccrue-
JIOBaHUE OBLITM BKJIFOYCHBI TAHHBIC O HOBOPOXKACHHBIX, IIPO-
mweamux ckpuHuHr ¢ nomouisio TREC. B xone ckpuHunra
ObuT0 BEIsIBIICHO 52 cimy4as TKU/I, 9To cooTBEeTCTBYET pac-
IpocTpaHeHHOCTH 1 ciyyail Ha 58 000 HOBOpOXI€HHBIX. 49
13 52 BBISIBJICHHBIX JI€TeH NOTY4YHIM KIMMYHOBOCCTAaHABIIMBA-
romyto tepanuto. Cpenn 52 mnagenues ¢ TKU/JL, 7 ymepnu,
3 OBUTH CBS3aHBI C ICPUHATABHBIMU OCIIOKHCHHUSIMH (CHH-
npom [Tanmnucrepa-Kunmana, kuieuHast MalbpoTalus ¢ Ts-
JKEJIBIM PECITUPATOPHBIM AUCTPECCOM U HEONTUCAHHBIE MEIU-
IUHCKHE TPOOJIEMBI, IPENATCTBOBABIIINE TPAHCIIOPTUPOBKE).
4 mnanenna ¢ TKMU/] ckoHuanuce nocnie TpaHCIUIaHTalUY re-
MOMNO3TUYECKUX KeTOK. Ciyyan cMepTel MIIaJIeHIIEB MOCe
nedeHus Obi1a 00yCIOBIICHA PA3IMIHBIMU (DaKTOpaMU: IIH-
TOMETAIOBUPYCHOM MH(EKIMEH, TPHOOPETCHHON B PaHHEM
MOCJIEPOAOBOM MEPUOJIE, IPENTPAHCIIAHTALIMOHHBIMH HapY-
IIEHUSAMH JIbIXaHUS U Pa3BUBILUMCS B pe3yJbTare NpeaTpaHc-
IUTAHTAIIMOHHON XUMHUOTEpanuu OyCcyIb(haHOM 0OCTPYKTHB-
HBIM 3a00JICBaHHEM CHHYCOHJIOB ITEYCHH. TakuM 00pasom,
obmas BenkuBaeMocth TKUJ cocTaBuia 45 u3 52 (87%).
Cpenu nauueHToB, NOJNYYUBUIUX JIEUEHUE, BBKUBAEMOCTh
nocturia 92% (45 u3 49), 4To cOMoCTaBUMO C OMBITOM IIEH-
TPOB TPAHCIUTAHTAIMH JUT HCHH(DHUIIMPOBAHHBIX MAIIHCHTOB
¢ TKHU ], npomennix neueHue B panHeM Bo3pacTte [38]. K
kxoHIy 2018 rona Bce mrarsl CIIA BHEApPUIM CKPUHUHT HO-
BopoxkaeHHbix At TKUJ [36].

B Uzpawnne B mepuox ¢ 2015 o 2017 rox 6110 06Cmemo-
BaHO 290 864 pebenka, 1 OBUIO BEISBICHO 13 mManMeHTOB C
TKUA (1 u3 22 000) [38], Torna xak Ha TaiiBaHe B IIEpHOI C
2010 mo 2017 rox 06110 06cnemoBano 920 398 neteii, 1 ObUIO
BBIsIBJICHO ToNbKo 7 marerToB ¢ TKUJI (1 u3 131 000). Oto
MOKa3bIBACT IIUPOKHUHT IUAMIA30H PACIIPOCTPAHEHHOCTH B pa3-
HBIX cTpaHax [40].

IIpoBeaennoe B Poccuu peTpocreKTHBHOE HCCIIEOBAHIE
TREC u KREC B o6pa3iiax kposu aereid (n = 43, 19 mans-
YHKOB U 24 €BOYKH), YMEPIUINX B MIIAJACHIECKOM BO3PACTE
3a iepuon 2012-2014 rr. Ha aIMUHUCTPATUBHON TEPPUTOPUHI
CBepanoBCKOH 007aCTH, TTO3BOIIIIO IPEAIOIOKHUTH, YTO Y

16 ciryuaeB (37%) npu4nHON CMEPTH MOTJIM CTaTh HACIEN-
CTBEHHbIE UMMYHHBIE 3200JIEBaHMs, O Y€M CBUICTEILCTBYET
cumxenue yposHeil TREC u KREC. B pesynsrare npose-
JICHHBIX MCCIIEIOBaHUI Y OJHOTO peOeHKa OBbLT YyCTaHOBJIECH
nauarno3 ITN]J1 — cunapom penenun 22q11.2. B natu caydasx
ObUTH UICHTUQHUIIPOBaHbI MyTanuu B reHe RAG1, koTopslit
UTpaeT KIIOYEBYIO POJIb B aKTHBAIMU pekoMOuHa3 mpu V(D)
J-peapanxupoBke T- u B-knertounsix penentopos. CoBOKyII-
HOCTb KIIMHUYECKHX, T€éMaTOJIOTMIECKIX U MOJNEKyISIpHO-Te-
HETUYECKHX JaHHBIX TI03BOJISIET PETPOCTIEKTUBHO BEPUPHIIH-
posats [IM] B paccmarpuBaeMsbIxX caydasax [41].

Pe3ynbrarsl peTpoCIIEKTHBHOTO HCCIIEIOBaHMS, BKJIIOUaB-
miero 108 meTeid, MpOXOMUBIINX JICYCHHE B IBYX OONBHHUIIAX
AHIIIAN, TPOJEMOHCTPHPOBAJIH CYIIECTBEHHYIO Pa3HUILY B
I0KA3aTessiX BBDKMBAEMOCTH B 3aBUCHMOCTH OT BPEMEHH Ha-
yaja Tepanuu. B rpymnme panaero nedeHus (60 mannueHToB)
netanbHOCTh cocTaBmia 10% (6 ciyuaeB cMepTH), TOTAA Kak
B Tpy1IIe mo3aHero jedeHus (48 manuenros) — 60% (29 ciry-
gaeB cMepTh) [29]. [TomydeHHBIC TaHHBIE TOATBEPKIAIOT, YTO
BHezpenue aHanmn3oB TREC u KREC B HeoHaTanbHBIN CKpH-
HUHT ITI03BOJISIET CBOEBPEMEHHO BBISBIISTH NMALIMEHTOB, HYX-
JAIOLINXCS B PAHHEM JICYCHHH, YTO TTOJIOKUTEIBHO CKa3bIBa-
eTcs Ha MX BBDKMBAEMOCTH U Ka4eCTBE JKU3HH.

B asrycre 2019 roga B ['epmannu OBIT 3amymieH HEOHA-
TanbHbli CKpuHUHT Ha TKUJI ¢ ncnonbs3oBaHMeEM aHanu3a
TREC. Ananu3 naHHBIX, IOTYYEHHBIX B PE3yIIbTaTe CKPH-
HUHTa 1,9 MHJUIMOHOB HOBOPOXAECHHBIX B MIEPHOA C aBTY-
cra 2019 rona o ¢erpans 2022 roma (depes 2,5 roma mociue
BHEJPEHUS MPOTPAMMBI), BEISBIUI 88 CITydaeB BPOXKICHHOM
T-kieTouHoi MTUMQOIEHUHN, CPEeaU KOTOPHIX 25 cirydaeB
TKU, 17 cnygaeB cuaapoma OMeHHa/HIUOTATHYIECKOM
T-xmerouHo#t muMdonuToneHn: u 46 caydaeB CHHAPOM-
HBIX paccTpoiicTB. [eHeTHUEeCKHit TuarHo3 ObUT yCTaHOB-
neH 'y 88%. 26 6puta mposenena TI'CK, 23/26 B Teuenue 4
MecsIeB Ku3HU. M3 Hux 25/26 (96%) ObIIu KUBEI HA MO-
MEHT MOCJIEIHETO HAOIIOAEeHNs. Y 2 ManeHTOB HAOIIOnaIcs
BHYTPHYTpOOHBIH cuHApoM OMEHHA, M OHU YMEPJIH 1OCIIe
pOXXIEHUS. 5 MalMeHTaM C CHHAPOMHBIMU PacCTPOMCTBAMU
OblTa IPOBEJCHA TPAHCIUIAHTALNSA THMYCA. 8 CHHIPOMHBIX
MAIMEHTOB YMEPITH, BCE U3-3a HEMMMYHOJIOTHUECKHX OCIIOXK-
HeHuil. CKpUHUHT HOBOPOXKIeHHBIX Ha ocHOBe TREC mpo-
ITyCTHJI OHOTO MalMeHTa, KOTOPBII M03Ke MPOSBUIICS KIIH-
HUYECKH, U OAWH COOM OTCIICKHUBAHMS MPOU3O0IIET MOCIE
HEyOeIMTETBHOTO pe3ybTaTa CKpUHUHTA. JlaHHbIe aHanm3a
CBHUJICTEIBCTBYIOT O 3HAYUTENBHBIX ycIleXaxX B MPUMEHEHHN
TREC-ckpuHIHTA [T paHHETO BEISBICHHUS HOBOPOXKICHHBIX
¢ TKUJ u npyrumMu KIMHUYECKU 3HAUMMbBIMU BapUaHTaMHU
BpoxIeHHO# T-Kietounoit muMmdoruronennu [42].

Ha ceronnsiminuii AeHb, HEOHATAJNbHBIH CKPUHHUHT Ha
TKW/] ¢ ucnonn3oanreM ananuza TREC ycnenrHo BHeaApeH
B HAalIMOHAJBHBIE IPOTPaMMBI 3IPAaBOOXPAHEHUS Psiia CTPAH.
B Ceepnoit Amepuke 1o CIIIA, Brimtouas okpyr KomymOwust
u ITyspto-Puxko, a takxe Hanun HaBaxo. B FOxHo# Ame-
pYKe CKpUHUHT mpoBoauTcs B bpasunuu. B Oxeanuu npo-
rpaMMbl IeicTBYIOT B HoBoit 3enanauu. B A3un cKpuHUHT
BHenpeH B Cunramype u Ha TaiiBane. B EBpone ckpuHUHT
MPOBOJUTCS B TAKUX CTpaHax, kak ABctpus, benbrus, Ye-
xus, Janus, l'epmanus, Ucnangus, Upnannus, Jlatsus, Hu-
nepinannbl, Hopserus, [Isenust, [lseiinapus, CnoBeHUs u
Poccus. Ha bnuxuem Boctoke ckpunuHr BHenpeH B U3pa-
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une, JluBane u Karape, a Taxoke B oTIeNbHBIX peruoHax dun-
astHaun (2/3 6onpHUYHEIX OKpyroB), tamuu (Tockana), Vc-
nanuu (Karanonus), Benukoopuranuu (bupmuarem, GOSH
Jlonnon, Manuectep, Hetokacu, llleddmnn, SE Temsa), Ka-
Hajb! (AnbOepra, bpuranckas Komymous, [Ipumopckue npo-
BUHIMH, ManuToba, HynaByt, CeBepo-3amnaHbie TSppPUTO-
puu, Onrapuo, Kebek, CackaueBan, FOkoH), ABcTpanuu
(ABcTpanuiickas cronuusas Tepputopust, Hossrit KOxHBIM
VYoansce, Keuncnenn, FOxuHas ABcrpanus, Bukropus) [43, 44].

B nacrosimee Bpemst 006CyK1aeTCsi BOIPOC COOTBETCTBHS
ananmm3a KREC oOmmM nprHIUIIAM HEOHATATFHOTO CKPH-
HuHTra. HecMoTps Ha sIBHBIE NMpeuMyIEecTBa CKPUHHUHTA
MU va ocHoBe koMOuHaI TREC/KREC, Bee eme cymie-
CTBYIOT CIIOPHI O TOM, SIBJISICTCS JI araMMarioOyJIHHEMHS CO-
CTOSTHHEM, KOTOPOE COOTBETCTBYET KpUTEpHsIM Bunbcona u
Onruepa n1st CkpHUHTa HOBOPOXKJAEHHBIX, U SIBISETCS JIU
9TO SKOHOMHYECKH 3(h(eKTUBHBIM. HexoTopble eBponeiickue
CTpaHBbl, Takue kKak ABctpus, Yemckas Pecrrybnuka, Mra-
must (Tockana), Jlareusi, CrioBakwust, CnoBenus, lIBetinapus,
VYkpauna, Poccus yxe no6asmmm KREC B nmporpammy ckpu-
HUHTa, IpoieMoHcTpupoBas, yto TKW/I, arammarinoOymu-
Hemus u apyrue [TM]] moryT ObITh naenTHdUIMpOBaHbL. B
CHIA KREC ne 0511 peKoMeHI0BaH TOCYJapCTBEHHBIMH TTPO-
rpaMMaMHy uin PekoMeH10BaHHOW €MHOM TPYNION CKpHU-
HuHra [45].

3AKJTIOYEHUE

OneHka IMMYHHOTO CTaTyca HOBOPOXKJCHHBIX SIBIISICTCS
HEOTHEMJIEMOH YaCThI0 COBPEMEHHOTO 3PAaBOOXPAaHEHHS.
B nmocnennue roxsl HabMIOAAETCS YCTOWYMBAs TEHACHIUS K
YBEIMUYECHUIO YMCIIa HOBOPOXKAECHHBIX M AE€TEH PaHHETO BO3-
pacra, cTpamatomux pasmraHeivMu popmamu [T1]]. 3anepxka
B nuarHoctuke [1M]] 1 HecBOeBpeMEHHOE HAYaJI0 Tepaluu
MIPUBOAAT K TSHKEIOMY TCUCHHUIO 3a001€BaHNH, 3HAYUTEIHEHO
YXYALIAIOT IIPOTHO3, TIOBBIIIAIOT PUCK CMEPTHOCTH ¥ MHBAJIH-
nu3anun aerei. [1o3ToMy ydeHsle 1 MCCIea0BaTeN BO BCEM
MHpE YAEIAIOT 0c000€ BHUMaHHE HEOHATAIBHOMY CKPUHHHTY
Ha [T ]1. CBOeBpEMEHHOE BBIBICHUE U JICYEHHE TIO3BOJISTIOT
CYIIECTBEHHO YIYYIIUTh KauecTBO Xu3HU Aetedl ¢ [N/ u
TIPEIOTBPATHUTh UX MPEXKIEBPEMEHHYIO CMepTh. B HacTosmee
BpeMsI CKPHHHUHT HOBOPOXICHHBIX JJISI AUATHOCTUKH TSDKe-
neix Gopm TN/, xapakrepmsyromuxcs T- w/mnmm B-kineTou-
HOI nuMQorieHnel, ¢ ucronb3oBanneM anann3oB TREC u
KREC, BHenmpeH Bo MHOTuX ctpanax. O030p MOKa3bIBaCT, 4TO
ckpuauHT TREC, KREC mno3BomnsieT naeHTHGUIIpOBaTh ma-
ueHToB ¢ T- u B-kinerounsivu [T T, kak TKN ]I, Ha Geccnm-
MITOMHOH (ha3e ¥ MPOBOJUTH X PAaHHEE JICUCHNE. Y UUTHIBAs
JOCTYITHOCTB M I0Ka3aHHYIO 3 (QEKTUBHOCTD HCCIICIOBAHIN
TREC u KREC, kpaiine Ba)XHO BHEAPUTH JAHHBII CKPUHUHT
B HaI[MOHAJbHBIC MMPOTPAMMBI HEOHATAIHHOTO CKPUHUHTA
BCeX CTpaH, BKitodas Pecrryonuky Kazaxcran.

KOH®JIUKT UHTEPECOB

ABTOPHI 3asBIISIOT 00 OTCYTCTBUY KOH(DIIMKTA HHTEPECOB.

OUHAHCUPOBAHHUE

JlanHas paboTa BEINOIHEHA B paMKaX pealn3anuy Hayd-
HOT'O TIPOEKTa rPaHToBOrO (huHaHCHpoBaHUs KoMureTa Hayku
MuHHCTEpCTBa HayKH U BbICIIEro 00pazoBaHus Pecrrybommuku
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AHHOTAIIUA

Kyprax xan makrapsraaarsl T-xacyma perenrropraapbiabig dxci3us meHoepiepin (TREC) jxoHe kamma perenrropiapbl-
HeIH dkcimsus meHbepiepid (KREC) cannpik Oaranmayra Heri3[enTeH )KaHa TyFaH HOpECTeNepaiH CKPUHUHTI OacTalKbl HM-
MYH TalIIbUIBIFBIHBIH SPTYPII TYpJepiH epTe Auaraoctrkanayra MyMkiagik oepeni. TREC xone KREC — nenrenex JJHK, T
KoHe B xacymamapsl keTiNreH Ke3ze naina 0onareH xaHa muMponutTep oHmipiciig Mmapkepnepi. byn JJHK permxkamms-
nayra Kabinercis )koHe yKacyIIaHbIH 06JIiHyl apKbIIbl CYHBUITBUTFaH, COHABIKTAH OJlap jkKaHa TMMQOIMTTEpAiH naiaa 60IysH
Oarasay ymriH nmainansr Mmapkepiep 6omsin caHanansl. TREC sxone KREC IITP ranmaysr onapabiH JeHTeHIepiH oI aHBIKTa-
yFa MyMKiHIiK Oepemni, Oyt T xone B sxacyrmanapsiHa 6ailaHRICTEI UMMYH/IBIK aypyJIapIbl AHarHOCTHKAJAY JKOHE eMIIeY YIIiH
MaHbIbl. TREC xone KREC tanmaynapsiH HeOHATaNBAB CKDHHUHTTIK OaFaapiaMaiapra eHrisy MMMYH TalllbUIBIFBIH epTe
aHBIKTayFa ’KOHE ’KaHa TEHETHKAJIBIK aKaylapasl aHBIKTayFa MYMKIHIIK Oeperi, COMKeCIHIIe epTe JUAarHOCTHKAIBIK MYMKiH-
IiKTepAi KeHeHTexi.

Byn monyna skaHa TyFaH HopecTesep/eri UMMYH TanmblUIsiFbIH quarHoctukanaygarsl TREC sxone KREC mapkepnepinin
peuti erxeii-Terkeini kapacteipbutrad. CoHIai-aK, )kaHa TyFaH HopecTesep i CKpHHUHITIH YATTHIK Oarnapnamanapsiia TREC
soHe KREC eHri3ymiH aieMIiK TOKIpHOeC TaaaaHIbl.

Kinr ce3nep: TREC, KREC, 6ipiHIIislik *UMMYHHTET TaIlIbUIBIFBL, aybIp OIPIKTIpLIreH IMMYHUTET TalllllbUIBIFbl, CKDUHUHT.
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ANNOTATION

Newborn screening, based on the quantitative assessment of T-cell receptor excision circles (TREC) and kappa-deleting
recombination excision circles (KREC) in dried blood spots, allows for the early diagnosis of various types of primary
immunodeficiencies. TREC and KREC are circular DNA, markers of new lymphocyte production, formed during the maturation
of T- and B-cells. These DNAs do not possess replication capability and are diluted as a result of cell division, making them
useful markers for evaluating the appearance of new lymphocytes. PCR analysis of TREC and KREC enables the precise
quantitative measurement of their levels, which is crucial for the diagnosis and treatment of immune diseases related to T- and
B-cells. The implementation of TREC and KREC assays into neonatal screening programs facilitates the early detection of
immunodeficiencies and the identification of novel genetic defects, thereby expanding early diagnostic capabilities.

This review provides a detailed examination of the role of TREC and KREC markers in the diagnosis of immunodeficiencies
in newborns. Additionally, it analyzes the global experience of implementing TREC and KREC into national newborn screening
programs.

Keywords: TREC, KREC, primary immunodeficiencies, severe combined immunodeficiency, screening.
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