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Criaaa MyJbTHAMCUUILIIHAPHOI po00Y0i TPy 3 ONPALIOBAHHSA KJIIHIYHOI HACTAHOBH
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nepumuii 3acTymHUK MiHicTpa OXOpOHHM 310poBsi YKpaiHH, rojioBa po0Oouoi
rpynu;

3aBigyBady Kadeapu KIIiHIYHOT iMyHoOJIOTii Ta aneprojiorii JIbBIBCBKOTO
HAI[IOHAIBHOTO MEAMYHOrOo YyHiBepcuTery imeHi Jlanwna [anmuuekoro,
3aCTYITHUK TOJIOBH POOOYOI TPYITH 3 KIIHIYHUX MTUTAHb,

3aBigyBady Kadempu memiarpii, iMyHoJOrii, I1H(MEKIIHHUX Ta PIIKICHUX
3aXBOpIOBaHb HaBYalbHO-HAYKOBOTO I1HCTHTYTY «EBpOIElChbka MeIuyHa

1Ikos1a» Mi>KHapOTHOTO €BPONIEHCHLKOTO YHIBEPCUTETY (3a 3r0J1010);

3aBigyBad Kadenpu IUTIIMX XBOpoO Ta auTsAa4oi Xipyprii TepHOMiIbCHKOTO
HAI[IOHAIBHOTO MEANYHOTO yHiBepcuTety imeHi I.51. ['opGaueBcrkoro;

3aBigyBay Kadenpw IUTAY0i IMyHOJOTii Ta iH(EKUIHHMNX 3aXBOPIOBAHb

HamionaneHOro  yHiBEepCHUTETY  OXOpPOHM  370poB’S  YKpaiHM  iMeHi
[1JI. llynuka, npodecop;
JIoueHT Kadeapu memiaTpii, iMyHONOTi, 1HQEKIMIHHHX Ta PIOKICHUX

3axBOpIOBaHb HaB4albHO-HAYKOBOTO I1HCTUTYTY «EBpoIelicbka MeIuyHa
IKoJ1a»y Mi>KHAPOIHOTO €BPOIIEHCHKOTO YHIBEPCUTETY (32 3r0J1010);

ronoBa Pagm I'pomancekoi crminku «OpdanHi 3axBoproBaHHS YKpaiHu» (3a
3T0/I010);

JoueHT Kadeapu mnexpiaTpii, iMyHosorii, 1HQEKIIMHUX Ta PIIKICHUX
3axBOpIOBaHb HaBuyalbHO-HAYKOBOTO IHCTUTYTY «EBpOIElcChka MeIndHa
1IK0J1a» MI>KHApOJIHOTO €BPONENCHKOI0 YHIBEPCUTETY (32 3r0JI010);

JOUEeHT Kadenpu KIiHIYHOI iMyHosorii Ta aneprojorii  JIbBIBCHKOIO

HaI[lOHAJILHOTO MEIMYHOI0 yHIBepcuTeTy iMeH1 Jlanuna ["anuupkoro;

3aBiJlyBay BIJJIJICHHS TpaHCIUIAHTAILll KICTKOBOIO MO3KY 1 I1HTEHCUBHOI

Merajgo3oBoi  xiMmioTepamii Ta iMyHoTepamii HamioHanbHOT — AUTAYOL
crieniaiizoBaHoi JjikapHi «OxmarauT»  MiHICTepCcTBa OXOpPOHU 3]10pOB’s
VYkpainy;

3aBiJlyBay Jlaboparopiero MennyHoi reHeTuku CrernianizoBaHOrO MeIuKo-
reHeTHYHOro TeHTpy HamoHaneHOi IUTA4YO1 CHeIriaai3oBaHOi  JIIKapHi
«OxmatauT» MiHiCTepcTBa OXOPOHU 310pOB’sl YKpaiHU

JKap-IMyHOJIOT/aeproyor T4l 3aXiJHOYKPAiHCHKOTO CIeliali30BaHOro
JTUTSYOTO MEANYHOTO LIEHTPY, M. JIBBIB (3a 3ro/1010);

3aBigyBadka [{enTpy opdanHuX 3aXxBOprOBaHb Ta TeHHOI Teparii HarionanpHOT
auTsdoil  crenianizoBanoi JikapHi «OXMAT/IUT» MinicTtepcTBa O0XOpOHHU
310pOB’a YKpaiHu;



CrenmaHoBChKUH
FOpiit
CrenaHoBu4

Tpodimonra
MapuHna Iropisna

4

noreHT kadenpu memiarpii, iMyHoJIOTil, 1H(MEKIIHHUX Ta PIAKICHUX
3aXBOpIOBaHb HaBYalbHO-HAYKOBOTO I1HCTHTYTY «EBpOIElChbKa MeIuyHa
1Ikos1a» Mi>KHapOIHOTO €BPOTIEHCHLKOTO YHIBEPCUTETY (3a 3r0J1010);

Jikap iMyHosior auTsunil LlenTpy opdaHHMX 3aXBOpIOBaHb Ta T'€HHOI Teparrii
Hamionanenoi  gutavoi  cmemiamizoBanoi  jikapui  «OXMATIAUT»
MiHicTepcTBa OXOPOHU 370pOB’sl YKpaiHu,

MetoauuHuii cynposig Ta ingopmaniiine 3a0e3ne4eHHs

['ynenko
Okcana
IBaHiBHA

unkiga Onena
OmnekcanapiBHa

HauaJbHUK BIAAULYy CTaHIApTH3allii MEIUYHOI JOMOMOTM  JepXKABHOT'O
nianpueMcTBa «JlepkaBHMii eKcepTHHH LEeHTp MiHicTepcTBa OXOpOHH
310pOB’sl YKpaiHW», 3aCTYNHHUK TIOJOBH POO0OYOI Ipynu 3 METOJO0JOTI4HOIO
CYIIPOBOAY;

3aCTYIHUK HayaJbHUKA BUUIUlY CTaHJApTU3alli MEIUYHOI  JTONOMOIU
HepxaBHoro mignpuemctBa «JlepkaBHuI eKcnepTHH HeHTp MiHicTepcTBa
OXOpOHHU 310pOB’ YKpaiHu».

JlepxaBHuil ekcriepTHHIl HeHTP MiHicTepcTBa 0XOPOHH 310POB’sl YKPAiHU € 4JIeHOM

Guidelines International Network es Ing
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=4
) (F:
YOm 1 S
Penenszentu
['ocomapcbkuit  3aBigyBau Kadeapu KIiHIYHOI IMyHOJIOTI], aleproJIorii Ta 3araJibHOro JOTJISATY
Irop 3a XBOpUMHU TepHONIBCHKOr0 HAllIOHAIBHOIO MEAMYHOTO YHIBEPCUTETY IMEHI1
SpocnaBoBuu L. 5I. T'opbayeBChKOTO, TOKTOP MEANYHUX HAYK, Mpodecop;
KoBanie  T'amuua mpodecop kadeapu KIIHIYHOT IMYHOJIOTII, aJeproJyiorii Ta €HIOKPHUHOJIOTIT
JanumniBHa ByKOBHHCBKOTO JEp)kKaBHOTO MEIUYHOTO YHIBEPCUTETY, JOKTOP MEIAWYHHUX

HayK, ripodecop.

ITepernsa kaiHiYHOI HACTAaHOBH 3amJIaHOBaHO Ha 2030 pik
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MNEPEJIMOBA MYJIbTUJIUCHUILIIHAPOHOI POBOYOI I'PYIIU

Kniniyuna nacmanosa «Tsaocxkuti kombinoganuil imynooegiyumy (oani - KH) pospobaena
8i0n08i0HO 00 Memoouku po3pooKu ma 6npoBadI’CEHH CMAHOAPMIE MeOUYHOI 00NOMO2U HA 3ACa0ax
00Ka3080i meouyunu, 3ameepodicenoi nakazom MO3 Vrpainu 6io 28.09.2012 p. Ne 751 «Ilpo cmeopenns
ma 6npoBadI’CeHHs MeOUKO-MEXHONOIUHUX OOKYMeHmie 3i cmanoapmu3ayii MeouuHoi oonomoau 6
cucmemi Minicmepcmea oxoponu 300poe’s Yxpainuy, 3apeccmposanum 6 Minicmepcmsi rocmuyii
Ypainu 29.11.2012 p. 3a Ne 2001/22313 (3i 3minamu).

Hana KH € adanmoeanor 0ns cucmemu OXOPOHU 300po8’si YKpainu eepciclo 0oKymMeHma
Translational and clinical immunology The diagnosis of severe combined immunodeficiency (SCID):
The Primary Immune Deficiency Treatment Consortium (PIDTC) 2022 Definitions, wo 6yra o6pana
PoOOUOIO0 2PpYNOoK AK NPUKIAO HAUKPAWOD NPAKMUKU HAOAHHA MeOUYHOI OONOMO2U NAYIEHMAM 3
MANCKUM KOMOIHOBAHUM IMYHOOeDiyumom i IpYHMyeEMvbca Ha OAHUX OOKA3080i MeOUYUHU CMOCOBHO
eghekmusrnocmi ma be3neku MeOUUHUX 3ax00i8 Ma OpeaHi3ayilHUX NPUHYUNIE it HaoanHs. Bukxopucmani
Ooicepena Oynu 0Opami HA OCHOBI 0O EKMUBHUX KPUMEPII8 OYIHKU 3 GUKOPUCMAHHAM MINCHAPOOHO20
IHCMpYMeHmy — OnNUmy6albHuKa 3 excnepmusu ma oyinku Hacmanoé AGREE I1.

Ilpu cmeopenni nomounoi 6epcii KNiHIYHOI HACMAHOBU 8 AKOCMI CUHMe3Y OYI0 BUKOPUCMAHO
nocunanns Ha wunni Hakasu MO3 Ykpainu ma ¢paemenm 3 nacmanosu BMJ Best Practice Severe
combined immunodeficiency Straight to the point of care Nov 09, 2022.

Aoanmayis KH nepedbauana 6Hecents 6 He3AMIHHUL MeKCM OpULIHAIbHOT HACMAHO8U KOMEHMApie
Ppobouoi epynu, y aKux HageoeHa 000amKo8a iHoOpMayis cmocosHO NIKY8AHH NAYIEHMIE 3 MANCKUM
KOMOIHOBAHUM IMYHOOeiyumom, a makoitc 8i000pANCEHO MONCIUBICMb BUKOHAHHA MUX YU THULUX
nonodcenv KH 6 peanvnux ymosax cucmemu oXxopoHu 300po&’s Ykpainu, nassnicmv peecmpayii 6
Yxpaini nikapcokux 3acob6is, wo 3a3nauveni 6 KH, gionogionicms HopmamugHiti 6a3i wjo0o opeauizayii
HAOAHHs MeOUUHOI OONOMO2U.

Hana KH 30ebinvuioco oxonnioe pexomenoayii 0nsa nikapie, AKi HA0aoms MeOUdHy O00ONOMO2Y
nayienmam 3 MANCKUM KOMOIHOBAHUM IMYHOOepiyumom [ 60HA He NOBUHHA PO3YIHIOBAMUCS 5K
cmaunoapm meoudHo2o Nikyeanusa. Jompumarnns nonoxcens KH e eapanmye ycniuiHo2o 1iKy8aHHs &
KOHKPEMHOMY BUNAOKY, il He MOJCHA po32aa0amu 5K NOCIOHUK, W0 BKII0YAE 6Ci HEOOXIOHI Memoou
diaeHocmuKku ma JiKysauwHsa abo eukiwodae iHwi. Hacmanosu wne 6iomiHAIOMb [HOUBIOYANLHOT
8i0N08I0ANbHOCMI (Paxieyié 3 OXOPOHU 300P08’s 34 NPUUHAMMS HANEHCHUX DilleHb 8I0N0GIOHO 00
0b6cmaguH ma cmawny KOHKpemHo2o nayienma. Paxieeyb 3 0XOpPOHU 300p08°si MAKOAIC 8I0N0GIOAE 3a
nepesipKy npasui ma NOA0AHCEHb, 3ACMOCOBAHUX 00 JIKAPCbKUX 3Ac00i8 ma MeOUUHUX UpoDI8, YUHHUX
Ha MOMEHM NPUSHAYEHHS MAKUX MeOudHux mexuonoziu. OcmamoyHne piuleHHs CMOCOBHO ubOpy
KOHKpemHOoI KIiHIYHOI npoyedypu abo niamy JiKy8aHHs NOGUHEH NPUUMAMU NIKAp 3 YPaxy8aHHAM
KAIHIYHO20 CMaHy NayieHma ma Modicausocmeli O/l NPO6edeHHs OiaeHOCMUKU Ma JIKY8AHHS Y
KOHKPEMHOMY 3aK1a0i OXOPOHU 300pP08 5.
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The diagnosis of severe combined immunodeficiency (SCID): The Primary Immune
Deficiency Treatment Consortium (PIDTC) 2022 Definitions

HiarHocTuka TKKOro komoiHoanoro imynoaedinury (TKII): Koncopuiym 3 jJikyBaHHSI
nepsuHHOro imynonedinuty (PIDTC) 2022 BuznavyeHnns

Tsxkuiit komOinoBanuii imynoaepiuut (TKI) Bunukae B pe3ynbraTi qedexTiB nudepeHiarii
FeMOTIOETUYHUX CTOBOYPOBUX KIITHH Yy 3piii T-1iMGOIUTH 3 OPYIIEHHAMHU 1HIHMX JTIM(POITHUX JIIHIH
npu neBHux renorunax. Y 2014 pomi Koncopuiym 3 niKyBaHHS MEPBUHHOTO iMYyHOIE(IIUTY
onyOmikyBaB kputepii giarnoctuku TKIJI, siki meperisiHyTi Ha JaHOMY €Talll 3 ypaXyBaHHSIM Cy4aCHHX
X O/IB.

Marientn 3 TunosuM TKIJ] nounHi Matn Menme Hix 0,05 x 10° ayronoriunux T-KiiTHH/T npu
MOBTOPHUX TECTYBaHHAX, 3 Oylb-SKMM NaTOT€HHUM BapianTom(amH) y reHi, acouidoBanomy 3 TKI/I,
nyxke Hu3bK1/HynboBI TREC (kimbig BuciueHHs T-KIiTHHHHX penientopiB) abo menme 20% CD4 T-
KJIITHH, 110 €KCTIPECYIOTh HAaIBHI MapKepH, Ta/abo MPUKUBIICHHS TPaHCILIAlEHTAPHUX MaTepuHChKuX T-
KITIITHH.

[TamieHTH 3 MeEHIIE BHPOKEHUMH NOPYIICHHSAMH AudepeHmianii ayToioriynux T-KiIiTHH
BU3HAYAIOTHCA SK TakKi, 0 CcTpaxaarTh Ha rimomopduuii (leaky) /atumosuii TKIJI, 3a HasBHOCTI 2-X
abo OlbIIe 3 HACTYMHUX O3HAK: Maja KUTbKICTh T-KIIITHH, OJIrOKIOHAIBHI T-KJIITHHU, HU3bKI PiBHI
TREC i menmie 20% CD4 T-kiiTHH, 1110 €KCIIPECYIOTh HAaiBHI MapKepH. Y KX MAI[i€HTIB TAKOX MOBUHHI
OyTtu maroreHHuii(i) Bapiant(u) B TeHi, acomiiioBanomy 3 TKIJI, abo 3umkeHa npodideparis T-KiIiTHH
JI0 TIEBHUX MITOT'E€HIB.

Hns curnpomy OMeHHa HEOOXiTHO HAsBHICTh T'€HEPATi30BAaHOTO EPUTEMATO3HOTO BHUCHILY,
BIJICYTHICTh MPIKUBICHHS TPaHCIUIAIGHTAPHUX MaTepUHCbKUX T-miM@ouuTiB Ta 2 abo Oinbiie 3
HACTYITHUX O3HAK: €03uHOP1Iis, miBuIIeHnH piBeHb IgE, nimbanenonaris, remarocrieHOMeTatis.

Jedextu cTpoMu TUMYycCa Ta 1HII IPUYUHA BTOPUHHOT HEIOCTATHOCTI T-KIIITUH BUKIIOYAIOTHCS 3
BuzHauenHss TKIJ[. 3acrocyBamns mmx mnepernsiHytux KoHcopriiymoMm 3 JiKyBaHHS HEPBHHHOTO
imyHozedinuTy 2022 BU3HaYEHb JO3BOJISIE TOUHO KiIacu(iKyBaTH NalieHTIB 3 Aedekramu T-KiIiTHH, ane
HE BU3HAua€ HaJaHHs mepesar Tiil uM 1Hmii crpaterii gikyBanHd. (J Allergy Clin Immunol 2023; 151:

539-46.)

Knwuoei cnoea: tsoxxuii kom6inoBanuit imyHonedinur, TKI, tunosuit TKIJI, rinomopduuit
/atunoBuit TKI, cunapom OMeHHa, CKPUHIHT HOBOHAPOKEHHUX

Komenmap pobouoi zpynu w000 mepminonozii
B nodanvwomy mepmin «2inomop@uuiiy 6Oyoe SUKOPUCMOBYBAMUCL 3AMICIb  AH2TOMOBHO20
mepminy «leakyy.

Koncopuiym 3 nikyBanHs nepBuHHoro imyHo ediuuty (PIDTC) Oyno ctBopeHo 11t AOCTIIKEHHS
HNPUPOHOT ICTOPIT Ta HACIAKIB TSHKKOro KoMOiHOBaHoro iMmyHoaedinuty (TKIJI) Ta iHmuMX pigkicHUX
NEePBUHHUX IMYHOJE(IUUTIB 3a JOMOMOTOK MPOCHEKTUBHUX 1 PETPOCHEKTUBHUX JOCTIIKEHb
npupoaHoro nepediry 3axBoproBanHs. Kpurepii s niarnoctuxku TKI/] 3 BUKOpHCTaHHIM TeCTiB, sIKi
3a3BUYail 3aCTOCOBYIOThCS B IEHTpax-y4acHUKaX, Oynu pospobneHi nans mnpotokoniB PIDTC,
nounHarouu 3 2010 poky.}? JlocBin panHbOi iarHOCTHKY GYB CHCTEMATH30BAHUIA TOKTOPOM BinbiMoM
[Mupepom Ta ioro cniBpoditHukamu B Kpurepisix PIDTC 2014, ne Gyno 3anpornoHOBaHO BU3HAYEHHS
tunosoro TKI/I, atunoBoro nepediry TKIJ[ Ta cunapomy OMeHHa 3 METOIO CHPUSHHS PETEIbHOMY
anamizy nocnimoBaux miatumniB TKIJ, vezamexxHo Bix kiIiHIYHMX (PaKTOpiB, TaKWX SK 1HGEKIIT abo
3aTpuMKa po3BuTKy.® 1li Bu3HaueHHs, 3acHOBaHi Ha ornsdi 332 mamientiB 3 TKIJ, BKIIOYeHHX 10
petrpoctniektuBHOro PIDTC Ilporokony 6902 (NCT10346150) mix 2000 1 2009 pokamu, B OCHOBHOMY
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pO3MIISIiIaB  KIMBKICTh T-KJIITHH, CIIBBIIHOIICHHS HAiBHUX T-KMTHH mpoTd T-KIITHH mam’sTi,
nporiideparuBHy BignoBiap T-kimithH Ha  ¢itoremarmotuHiH  (PI'A) Ta  TPWKUBICHHS
TpaHCIUIarieHTapHuX MatepuHChbkuX T-mimdorutie (TME).

VY nepion 3 2014 mo 2021 pik 3aBASKH MIMPOKOMY 3aCTOCYBAaHHIO CKPUHIHTY HOBOHAPOKEHUX
(CHH) 1 mokpaieHHIO TOCTYIMHOCTI CEKBEHYBaHHS TEHIB 3MIHWJIMCSA SK KIIHIYHI MPOSBU, TaK 1
niarsoctuxa TKIJ[.4® IMorouna peectpanis TKIJ] go PIDTC nportoxony nokasana, mo Kputepii 2014
POKY TOBHHHI OyTH BJOCKOHAJIEHI, II00 BKJIIOYUTH Cy4YacHI JOCSATHEHHS. YHIBEpCaJIbHUW CKPUHIHT
HoBoHapokeHux (CHH) na TKIJ] musaxom nigpaxyaky TREC y BucymeHux rmisiMax KpoBi, B3sITHX IPU
HapODKEHHI, paguKaabHO 3MiHUB crioci0 inenTudikaiii HemoBmar i3 TKIJ y Cnonyuenux Illrarax 1
6inpiocti HeMoBIAT y Kanani. CKpuHIHT HOBOHApOKEHHUX TAKOXK IPUBEPHYB yBary /10 HOBOI KaTeropii
MAIli€HTIB: Jy)K€ MaJICHbKUX HEMOBJAT (3a3Buuaii Bikom <30 nHiB) 3 Hu3bKMM piBHeM TREC 1 T-
KIITHHHOIO JTIM(OTICHI€I0, y AKUX € Tigo3pa, ane me He miarBeppkeHo TKIJ. Boagnodac renernune
CEKBEHYBAHHSI CTAJIO MIBUIIINUM, JACUIEBIIMM 1 HIMPOKOJIOCTYITHUM, TOMY IPUYUHHI TATOTE€HHI BapiaHTH
reuis inenTudikyroThes y nonan 90% nauientis 3 TKIJL.”

Busnaroun ui 3minu, PIDTC nepernsnys kputepii 2014, BUKOPUCTOBYIOUH aHalli3 MAlli€HTIB,
3anecerux B mpotokos PIDTC 6901 (NCT01186913) npocneKTHBHOTO OCHIKEHHS IIPUPOIHOT icTOpii
pesynbratiB nmikyBanus TKIJI (nmB. crattio Dvorak et al®). Xoua dynmamenTansHa cTpyKTypa Ta
npuniunu  KputepiiB 2014 poky Oymu 30epexeni, BusHaueHHs PIDTC 2022 (Tabmums I) (1)
BpPaxOBYIOTh HEMOBIISIT, 1ACHTU(IKOBAHMX Yy TMEpIIi THXKHI JKUTTA 3a JOMOMOTOK CKPHHIHTY
HOBOHapo keHnx Ha ocHOBI TREC; (2) BpaxoByIOTh Iporpec y T€éHETHYHOMY CeKBeHyBaHHI; 1 (3)
PO3TISAAOTh 3HIDKEHHS mpomidepatuBHoi Bignosiai Ha wmitorenn (PI'A, antu-CD3 abo aHTuH-
CD3/CD28), sikmo e HeoOXiIHO sl BCTAHOBJIGHHS AiarHo3y rimomopduoro /atunosoro TKI/. Kpim
Toro, 3apa3 Mu (1) ommcyeMo HOBY KaTeropito HOBOHapopkeHux 3 mimo3poro Ha TKIJ, mio
3aCTOCOBYETHCS 10 HEMOBIST 3 HU3BKUM BMICTOM T-KJIITHH, SKHM II€ HE BCTAHOBJICHO OCTATOYHHMA
niartos; i (2) dopManabHO BU3HAUAEMO JATy A1arHO3Y.

Xoua HelloIaBHO OTPUMAaHI JaHi BKa3ylOTh Ha OJHAKOBY BIDKMBAHICTh ManieHTiB 3 TunoBuM TKI/I
y nopiBusnni 3 TKIJ 3 rinomopduum/atunosum TKIJ Ta cungpomom Owmenna,®® Binminmocti B
nposiBaX BKa3ylOTh Ha Te, IO MOCTiiHE PO3MEXYBaHHS MK IMMHU KaTETOPISIMHU € BUIPABIAHUM IS
MaiOyTHiX aHami3iB. Ha choromnimHiii nens mpu nociimkenHi Koncopriymom PIDT mpupomgsoro
nepeOiry, Oynu 3adikcyBail CXeMHU JIKyBaHHsI, Kl BUKOPUCTOBYBAJIHU JIIKapl B LIEHTpaxX-y4acHUKAX, aje
crangapty jdikyBaHHs TKI/ He Oynu po3pobuieni. He3Bakatoun Ha Te, 1110 OUIBINICTh MAlli€HTIB, SIKI
BIJINMOB11al0Th KputepisMm rinomopduoro/atunoBoro TKI ab6o cunapomy OmeHHa, OTpUMYBIU
nigrorosunii pexum,° wi opurinansri Kputepii PIDTC 2014, 1i i nepernsnyti BusHauenns PIDTC
2022 He ciip po3risgaTH SIK JUKTYBaHHS KOHKPETHOTO TEPAareBTUYHOTO MiJXOy, ajle BOHH MOXYTb
JIOTIOMOI'TH B pO3po0L1i Ta OLiHIII MailOyTHIX TepareBTUUYHUX BUTPOOYBaHb.

TABJINIA 1. Buznauennss PIDTC 2022 pas TKIJ

HigTun TKIJQ Hiarno3 Bumarae | Kpurepiii 1 Kpurepiii 2 Kpurepiii 3 Kpurepiii 4
Tumosuit TKIJ] | Kpurepii 1 12 Hdyxe Huzpkuii | [latoreHHwmit Hewmae Hassuicts [IMT)|
(nyxe au3pkuit | ABO piBenp T-xumituH | (i) BapianT (M) | albTEPHATUBHOIO
piBeHb Kputepii 113 (<0,05 x 10%/n)* | renint MOSICHEHHSI HU3bKO1
ayTOJIOT1YHUX ABO kinpkocri T-
T-xiTHH) Kputepiii 4 KIITHH]

I/ABO:

TRECs HH3BKiI 200
HE BU3HAYAIOTHCA §
ABO <20% CD4*
T-kmiTHH =~ MaroTh
TIOBEPXHEBI




Higrun TKIA Jiarno3 Bumarae | Kpurepiii 1 Kpurepiii 2 Kpurepiii 3 Kpurepiii 4
MapKepu  HalBHUX
i ||
linomopouuit/ | Kpurepii 11214 |[dBa abo 6inbiue 3:| [laroreHuuit 3HMKEeHa Hewmae:
atunosuit TKIJl | ABO eHuspka kinbkicTH (i) BapianT (M) | mpomidepartistt ® [Hioro cyorTummy
(am3pkuii piBenb | Kpurepii 11314 |T- kiniTuH 1uis BiKy| reHiB TKIA
T KniTHH) (0,05-1,0 x 10%/m)# e KIJI 3 Bimomum
o OmiroxaoHanbHi TEHOTHUIIOM
T-xmituar™** o JlepexTiB THMYCY
o AHOMaIbHI e[Hmux po3mamis 3
TRECs HU3BKUM piBHEM T-
ABO KIITAH $1
<20% CD4* T-
KJITHH €
HaiBHUMHU
Cunzpom VYci 4 kputepii >80% T-kiiTHH [TaTorenHuit I'enepanizoBanuit JIBa abo OinbIre 3:
OMeHHa. CD4* maroTp (1) BapiaHT (1) | BUCHUI o Eosunodinisa
CD45R0O"* TeHIB I (>0,8 x 10%n)
(heHOTHI KITITHH Bincyraicts [IMT o[linBureHuit
mam'sTi (Ha MOMEHT piBens IgE
BHCHILY) e AnomanbsHi TRECS
o Jlimbanenonaris
. lemaTomerais
Ta/abo
CIICHOMeT aJlist
e OiroxyionanpHi T-
KIIITHHA

*Busnauenns cyonomynsamii T-kmituH (3 (EHOTHUITYBaHHSM HaiBHI/TIaM’ATi) CIiJ MOBTOPWUTH NMpPHUHANMHI OIWH pa3, MpH
IBOMY NIPYTHUH TECT BUKOPUCTOBYETHCS K 3HAYCHHS KPUTEPil0. Y MAIli€HTIB 3 iIeHTH()IKOBAHNM MATOTCHHUM BapiaHTOM
IHTepBAI MDX IOCITI/DKCHHAMH Mae OyTH He MeHmIe | TIDKHS; OJHAK Yy MAIi€HTIB 0e3 iMeHTH(IKOBAaHOTO MAaTOTCHHOTO
BapiaHTy reHa Kinpkicts T-kniTuH Mae 3anmmarucs <0,05 x 10%/1 npoTsarom npuHaiiMHi 8 TUKHIB, 106 KBaTi(iKyBaTUCh K
tunoBuid TKI/] uepe3 moreHIia CHOHTAHHOTO MMOKPAILEHHS, 3 MEHIIMM IHTEPBAJIOM - JIMIIE y pa3i NoTpiOHOI 10 8 THXKHIB
HEBIIKJIQIHOT TPAHCIUIAHTAILIIT TeMOTIOSTHYHHX KITITHH.

tIlarorennuii(i) Bapiant(u), ineHTndikoBaHuii(i) B reHi, IPOAYKT SIKOTO, SIK BIIOMO, € BOKJIMBUAM JUIsi PO3BUTKY T-KIiTHH
(npuknaau B Tabnuui I1I).
tTAnpTepHATHBHI ~ TOSCHEHHS
rinomopguoro/atunosoro TKIJI.
§Kinekicte TRECs Hmk4e HOpPMaJbHOTO ITOPOTOBOIO 3HA4YEHHS a00 IOpOroBe 3HAYEHHS NUKIY BHIIE HOPMAaJIbHOTO
3HaYeHHs, BU3HAUYCHE JTaboparopieto sk Bimmosimae TKI/.

II Haieui T-wmituHM cuix BumiptoBaté 3a gomomororo CD3/CD4/CD45RA abo 3a IOMOMOTOK JOAATKOBHX HAiBHHUX
MapKepiB.

Y[Hatikpame BukoHyeThcs aHamizoM JIHK, mHampukiran, 3 KOpOTKHMH TaHIEMHUMHE ITOBTOPaMH, 3 IIUTHHOI KpoBi a6o, CD3
PO3IiNIEeHNX KIIITHH 3 OyJb-SKUM PIBHEM BHSBJICHHS, SIKMH BBaXKA€ThCs MO3UTHBHUM. 3anokymeHToBani [IMT kiacudikye
nauieHtiB sk 3 tunoBuM TKIJ; tecryBanus IIMT HacTiiiHO pEeKOMEHIYEThCS MalliEHTaM, $IKi, MOXJHMBO, MalOTh
rinomopduuit/arunosuii TKI/.

#Husbka Kinbkicts T-KIiTHH A7151 Biky Bu3HauaeThes sk <0,6 x 10%/1 (6yap-axuii Bix), <0,8 x 10%1 y Bini 2-4 poxu, abo <1,0
x 10%n, sxuo Monoure 2 pokis.

**OmniroxnoHanbHi T-KIITHHH, SK BHU3HAU€HO JTaOOpAaTOPHMM TECTYBAaHHSM, HANpHKIaA, <5 MikiB y ciMmeiicTBax Vbeta
peuenropiB T-kiitun (TCR) > 4 npu cnekTpansHOMY THIYBaHHI, Jokaszu posmmpeHHs >2 TCR cimeiicta Vbeta 1o >2x
BEPXHBOI MEXi HOPMH s IUX ciMeHcTB abo Hu3pkuil iHAekc eHrpomii [llenHona [H] Ha BHCOKOIPOIYKTHBHOMY
ceKBeHyBaHHI BapiabenpHuX obnacteit TCR Vbeta.

+1 3HmkeHa npomidepalis BU3HAYAEThCs K mpodideparusHa Bianosiap Ha GI'A, antn-CD3 abo antu-CD3/CD28 <50%
HIDKHBOT MEKi KOHTPOJIBHOTO Jliara3ony st 1aboparopii.

11 lus. Tabmuo 11.

HU3bKOI  KimbkocTi  T-KIITHH — BKIIOYaOTh  nepepaxoBaHi B Kpurepii 4
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MMATO®I310JIOI'TA

PIDTC posrnsgae TKIJ sk matodi3ionoriyHy OJUHHIO, a HE MPOCTO SK (PEHOTHI HHU3BKOI
KUTBKOCT1 T-KJTITHH 3 Ay»K€ HU3BKOIO KUTBKICTIO UM BIICYTHICTIO B-KimiTiH uM iX ¢yHKIIii. Mu 30epiraemo
tepmid TKIJ[ nns maiieHTiB 3 1eeKTOM, BIaCTUBUM reMornoeTHIHIM cToBOypoBuM kiituHam (I'CK),
KWW TIepeNKopKae ix audepenmianii y penorunopo ta GpyukmionanbHo 3piiai T-kimituau. TKI Takox
Moxke MaTtu jaedexktu audepenuioBanHs Ta/abo ¢yskuii B-kimituH Ta/abo audepeHuiroBaHHSA
npupogaux KmTuH-KiepiB (NK). Onnak mns Bcix miarumiB TKIJ[ ocratouna Ttepamis BuMarae
crBopennss nomyisanii 'CK, sika 3a cBo€ro CyTTIO 37aTHa reHepyBaTtd T-KIITHHHM, YU TO NUIIXOM
aJoreHHo1 TpaHcIuaHTanii remomoeTHyHuX CcToBOypoBux KiiTHH (TI'CK), unm TO muIssxom
TPaHCIUIAaHTAMI{ ayTONOTIYHUX KJIITUHH 3 KOPUTOBAHUM I'€HOM.

Hapmaku, narienTn 31 cranamu He 1oB’si3anuMu 3 TKIJ[ (Tabmuns 1) moxxyTs MaTu nedextu
¢ynkuii Tumyca 3 genenisimu B xpomocomi 22q11.2 (cungpom i J[kopmxki), maTOreHHI BapiaHTH B
takux reHax, sk FOXN1, FOXI3, TBX1, TBX2, CHD7 a6o PAX1, a6o inmy ocHoBHY npuumHy. Lli
NAIiEHTH MEBHOIO MipOI0 MOKYTh HaragayBaTH mauieHTiB 3 TKIZ 3 Touku 30py Gpenotumy aimMpouunTiB i
KJIiHI4HOrOo (heHOTHNY, ane g HuX TI'CK HaBpsa uM mpusBene 10 BUIIKYBaHHS, OCKIJIBKU IOMHJIKA
ToNATae B PO3BUTKY cTpoManbHuX KimituH Tumyca.'' Sk TKIJI, Tak i neppunni nedextu QyHKIii
TUMYCa MOXYTb HpPOSBIATHCA HM3bKUM piBHeM/BiacyTHicTIO TRECs 1 Matu KOpuCTb BiJl CyBOpOi
i3omAmii Ta mpoTHiHdekiitHOT MpoBiNAKTUKY, JOKM He Oyjle MOCATHYTO IOKpAIleHHS iMyHiTeTy.’
Koani crangaptHi KiiHiYHI TecT He BiApi3HA0Th Aedektu ['CK Big nedektiB Tumyca; ogHaK METOIU
HAyKOBHUX JOCHi/KEHb MOXKYTh 3 4aCOM OyTH BHPOBAIKeHi B KIiHiuny mpakTuky. > Jlesxi nepexrn
TUMYCa MOXYTbh J€MOHCTPYBATH CIIOHTaHHE 301UIbIIEHHS KUTbKOCTI T-KIITHH, TOAI SIK 1HIII pearyiTh Ha
iMIIaHTAIiI0 KyTbTHBOBAHOT TKaHMHY TUMYca.l’ Xoya neskum narientam 3 nedektamMu GyHKIIT THMYyca
6yno nposeneno TI'CK 3 oueBUIHOIO KOPUCTIO, MOXIINBO, Yepe3 MPUKUBICHHS JJOHOPCHKUX T-KIIITHH,
OUTBIITICTE 3 HUX HE Bi3HAYMIIN KOPHUCTI, 1 TEpaItisi, 30cepe/KeHa Ha BITHOBICHHS (yHKIIIT THMYyCa, Oyne
KPaIIor0 JJIs [IAX narienTis, 1810

Opnnorenni Bupaxeni komOiHoBaHi imyHoxedinutu (KIJI), sxi mepeBakHO BIUIMBAIOTH Ha
¢ynkuito T-KIITHH, a HE Ha PO3BUTOK, MOKYTh MaTH o3Haku TKI/l. OnHuM 13 npuKiaaiB € MaToreHHi
BapianTu B ZAP70.2° V iux mamienTis XapaktepHa nenoctatHicts CD8 T-xiitun, ane € CD4 T-x1iTuHu,
AK1 He PYHKIIOHYIOTh. [HIIII TeHOTHNH, K1 TAXOAATH i Bu3HaueHHs BupaxeHnoro KIJI 3 T-kiniTuHHOIO
muchynkieo kpame, Hix TKIJ, Brmouarots aedextn B LCK, IKBKB i gedinur MHC II xnacy.?23
Pinkicui narientu 3 KIJI, sixi BiamosinatoTe kputepisM 1, 3 1 4 (tabnuis [), MokyTh BBaXKaTUCS TaKHMH,
o maroTh atunosuit TKIJI. Te came crocyerbes i iHmmx ogqHoreHHUX KIJI, siki MOXXYyTh MaTl IIUPOKUIA
niana3oH KimbkocTi T-kimiTuH, ane Gynkuis T-knitun nopymena. Cnin 3a3HauynTy, 1o namieaTu 3 K1/
13 BUpaxkeHOw T-KmTuHHOIO nuchyHKIer0 yacTto maioTh HopManbHuM TREC 1 He BUSBIAIOTHCS
CKPUHIHIOM HOBOHApOKeHuX.?* IxHi KiiHiuHi MPOsABH, MOB’SA3aHi 3 OMOPTYHICTUYHUMHM iH(pEKIiAMU
4acTo TakKl K Baxki, ik Bunaaku TKI[ y mepion 10 HOSIBM CKPUHIHTY HOBOHAPOIKEHHUX, 1 MOKYTh TaKOXK
notpedysaru TI'CK.

bararto inmux, He nos’a3anux 13 TKIJ npuunn aHu3pkux TREC 1 T-kinituHHOT NiMdorneHii, gkl y
HaOLIbII eKCTpeMallbHUX MposiBax MOXyTh HaragyBatu TKIJI, BkmtouaroTe migBuineHy Brpary T-
KJIITHH BTOPUHHO JI0 CYAHMHHOTO BHTOKY, IO CIIOCTEPITa€ThCS MPH PI3HUX CTaHAX HOBOHAPOJKECHUX,
BHYTPIIIHBOYTPOOHHH BIJTUB MaT€PUHCHKUX IMYHOCYITPECUBHUX IIPENapariB, MPOTPeCyouy BPOIKEHY
BUI-indexmito, meBHI MyJIbTUCUCTEMHI MeTaOO0JIYHI po3nafu (Taki sK JepeKTH TPaHCIOPTy Ta
MeTa6omi3My (hosTieBOi KHCIOTH) i XpPOMOCOMHI aHeymoinii.??’ BakmuBo, 0 iCHYIOTh TaKOX HE
noB’si3ani 3 TKIJ] imionatuuni T-nmimdonenii, BUABICHI MPU CKPUHIHTY HOBOHAPODKEHUX, I SIKUX
3nayenHs TT'CK HeBifome.

TABJINLA 11. He now’sizani 3 TKIJ po3aamum 3 Hu3bkoW0 KinbkicTio T-kiiTun, notrenuiiino inenrudikoBani
CKPHHIHIOM HOBOHapokeHUX Ha ocHOBi TREC

Po3znan

Kom6inoBanuii imyHoehiuT, BKJIIOYAI0YH OJHOTEHHI Ta CHHJIPOMHI IIOpYNIEHHsI pO3BUTKY T-KIITHH, TakKi sK:
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® ATtakcis-TeneaHriekrasis

o [lopyuienHs abcopOitii abo MeTabomi3My (HoIieBOT KUCIOTH
o Jlepextu MHC I Ta II kinacy

e Cunnpom Hiiimerena

[NopymeHHs pO3BUTKY CTPOMAIBHUX KIITHH TUMYCA, TaKi AK:
e Cunanpom CHARGE

o Cunnpom [li JIxopmxi (MOBHMI a00 4aCTKOBHIA)

e [HIIi MOPYIIEHHS PO3BUTKY CTPOMAaJBbHUX KIITHH THMYyca (HAallPHKIAJ, MAaTOTeHHI BapiaHTH B TakmX reHax, sk FOXNI,
FOXI3, TBX1, TBX2, CHD7 abo PAXI)

Inmionaruuna T-koiTHHHA TiMQOTICHIS

Bropunna T-kiituHHA JiMQoneHis BHACIIIOK:

o [Jommpena BHyTpinHb0yTpoOHa BlJI-iH(ekuis

o Xib03HMI BUIIIT, CIOHTAHHUH a00 micsonepariiHui

® Bany po3BUTKY IITYHKOBO-KHIIIKOBOT'O TPAKTy abo cepis

o BonsHka miona

e [MyHOCYIIpeCHBHa Tepais B MaTepi

o [lepeauacHi moJyiory, Iy)e HU3bKa Maca Tijla IpH HApOPKEHHI

Hino3pa na TKI/I

[Tino3pa va TKIJI - e TepMiH AJIs TMAIIEHTIB 3 TPOSBAMU aHOMAaJIbHO HU3bKOI KITBKOCTI T-KITITHH,
4acTO MIcCJs MO3UTUBHOrO pe3ynbTaTy ckpuHiHry Ha TKIJ[ y HOBOHapo/keHHX, a B €moxy Jo0
HEOHATAJIbHOTO CKPHUHIHTY - 4epe3 panimre xBoporo poanda Ha TKI/. ITino3pa na TKI/, six mpaBuio, €
TUMYacOBUM BHU3HAUEHHSM, 110 O4iKye ocTatouHoi aiarHoctuku - TKIJ[ un ne TKIJl po3nan.

[Tino3pa na TKI/] BU3HAaYa€THCS HACTYITHUM YHHOM:

1. Menme 0,3x10%n CD3 T-knitun, A5O menme 20% wiituan CD3/CD4 3 moBepXHEBUMH
Mapkepamu HaiBHUX KiiTuH (Hanpukian, CD3/CD4/CD45RA).

I 1 aGo GinbIle 3 HACTYITHOTO:

a. Anomanbai TRECs mpu CHH abo npu nosiBi o3Hak

b. Cimeitauii anamues TKI/]

c. PeunnuBHi Ta/abo onopTyHicTUYHI 1H(pEKIIT

ABO

2. dxmo TRECs ne Bumipsino ab6o He € aHomanibHUM Ta Hemae TKIJ] B cimeiitHomMy aHamHe31, gaii
mente 0,3x10%1 xiitua CD3” knitus I menme Hix 20% HaiBaux CD3/CD4 kiiTHH.

ABO

3. O3Haku cuHapoMy OMEHHA, BKIIOYar4H

a. [Tonan 80% xmitua CD3/CD4 matoTs noBepxHeBi MapkepH KiiTuH nam’sti (CD45RO1). Knitun
CD3* moxe GyTu 6inbiue Hixk 0,3 x 10%/m.

b. I'enepanizoBaHuil MIKIpHUI BUCUI

B. Eozunodinis ABO nimpanenonaris ABO opranomeranis

Hata BcTanoBieHHs1 miarHo3y mino3pu Ha TKIJ Bu3HadaeTbes sk gaTa, Kojau Oyjaa OoTpUMaHa
nepuia naHenab GEeHOTUITYBaHHS JIMQOIUTIB, AKa MPOAEMOHCTpYBala aHoMaii T-KIITHH, SIK 3a3HA4YEHO
BUIIIC.

KJITHIKO-JJABOPATOPHA OLIHKA MAIIEHTIB 3 MIJO03POIO HA TKIJ

s BcranoBienHs aiarno3y TKI/] Ta BUKiiroueHHS 1HIIMX CTaHIB 3 HU3BKOIO KUTBKICTIO T-KIIITHH
(Ta6mums 1T) HeoOXiTHO IPOBECTH peTelbHE 0OCTEKEHHS, SIKe BKIIOUAE HACTyTHe:

e AHamHe3: iH(eKIIi1, HeZJOHOLIEHICT, 1HII 3aXBOPIOBaHHS (HANPHUKJIAl, BPO/DKEHI Bau CepIs Ta
nimbaTudHi Manb(opmailii), CymmyTH1 3aXBOPIOBAaHHS MaTepi (HaNpHUKiIal, IMyHOCYIPECUBHA Teparis i
yac BariTHOCTi Ta IyKpoBHil mia6er?®), a Takoxk Bumamku iMyHomedinuty abo cmepTeil niTelt B
ciMelfHOMY aHaMHe31.
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eDi3ukambHe OOCTE)KCHHS Ha O3HAKW, XapakTepHi s cuHiapomy [i JDkxopmxi abo 1HIIUX
MYJBTUCUCTEMHHX CTaHIB;, TCHEPATi30BaHUI BHUCHII, JIiM(a eHOMATIs, TenaToMeralis, CIIEHOMETaTis,
SIK TIOTCHIIIMHI 03HAKH peakIlii «rpaHciianTaT npotu rocrnogapsi» (PTIIT) abo cunapomy OmeHHa.

e3arajpHUI aHAJI3 KPOBi 3 TUQEPEHIIialli€l0, B TOMY YHCII1 OlliHKa €03uHOQ LT ik 03Haku PTTIT
Matepi abo cuaapomy OMEHHa.

e denoTunmyBaHHs JiM(OUNTIB, BKIIOYAIOYH OIIHKY:

oT-, B-1 NK-kmitun ta cyonomyssinii T-kaitun; HaiBHI Ta mam'sti CD3/CD4 T-xenmepu. Mosxna
NPOBECTHU OLIHKY HaiBHUX nuTOoTOKCHYHHX T-KiaituH CD8, ane knituan CD4 Haii0uib1e BiqoOpaxaoTh
HIPOAYKIIIO TUMYCA.

o®eHoTUIyBaHHS JTIM(OLUTIB CIIil TOBTOPUTH HIOHAMMEHIIe yepe3 | THXKIEHb MiCisl IepIIoro
BU3HAYCHHS Ta/a00 MiCys MiATBEpHKEHHS matoreHHoro BapianTy(iB) reHa TKI] nmuisixoM cekBeHyBaHHS.
SIK1I0 TeHeTHYHa eTiOoNOoTis He BU3HAYEHA, IIOBTOPHE (PEHOTHUITYBaHHS JIMQOLUTIB HOTPIOHO MTPOBECTH
MpUHAMHI 4epe3 8 TWIKHIB, MO0 JaTH MOXKJIMBICTh MOKpAIIMTH TUMYacoBy T-nmimMdomneHito, 3a
BUHSTKOM BHIIAJIKiB, KOJIM HeoOXinHO BHKOHaTH TepMmiHOBY TI'K uepe3 HeBinkimaaHy KIiHIYHY
CUTYaIIIIO.

o¥Yci KUIbKICHI MOKa3HUKH T-KITHH CHiA IHTEPHIPETyBaTH BiTHOCHO BIKOBHX pe(epeHTHHX
inTeppanin.?®

eKinbkicae Bu3HaueHHss TRECs abo moporoBe 3HaYSHHS IHKITY, 3 MiITBEPKCHHIM BHSBICHHS
KOHTposibHOTO (hparmenty renomuoi JJHK, nanpuxnan, aktuny abo RNaseP.

oKinpKicHe BH3HAUCHHS IMyHOTJIOOY iHIB, BKIoUatoun IgE sk MOTeHHiHOI O3HAKW CHHAPOMY
OmenHa.

e[‘cHEeTHYHE CEKBEHYBAHHS, 3apa3 CTaHJApTHA NMPAKTHKA, YacTO MOYMHAETHCSA 3 MaHENl T'eHiB,
noB'si3aHuX 3 iMyHozaedinuToM. JlogaTkoBe CEKBEHYBAaHHS IIIOTO €K30My a00 TeHOMy, 0a)xxaHo Tpio
aHaJli3 3a y4acTI0 HEMOBIIATH Ta OaThbKiB, € MOUUJIBHHUM, SKIIO MOYATKOBE TECTYBaHHS HE BUSBUIIO
3HAYMMHX BapiaHTIB.

eTecTyBaHHS Ha NPWKHUBICHHS TpaHCIUIAlleHTapHUX MaTepuHChbKuX T-mimdouutie (IIMT) y
1inbHIA KpoBl ab6o y BunineHux CD3 T-xmituHax. J[ns maimieHTIB 4ojioBiuoi craTi ¢uiyopecleHTHa
riopuam3aitis in Sitl iCTOPUYHO BUKOPUCTOBYBAJIACS JIJISl BUSIBIICHHS APYTro1 X-XpOMOCOMH, III0 CBiT4MIIa
PO MaTepUHCHKI (KiHOYI) KJIITHHH; OJIHAK Y CyyacHY €roXy HepeBary HaJaroTh OUIbII UyTIUBOMY
aHaiizy, Takomy sk tumyBanHsa JJHK 3a qomomororo MapkepiB KOPOTKUX TaHIEMHHX ITOBTOPEHb.

eTecTyBaHHS Ha PI3HOMAHITHICTh T-KIITHHHHUX pELENTOpiB, SKIO T-KIITHUHU MPUCYTHI,
BUMIPIOETBCS K T-KIITUHHUM peuentop—VB 3a JA0NOMOrol0 MHPOTOYHOI LUTOMETpii abo
CHEKTPOTUITYBaHHS, a00 BUCOKONPOAYKTHBHOIO CEKBEHYBAHHS IUISHKM T-KIITHH, L0 BHU3HaYae
KOMIIIeMeHTapHicTh penenropa—Vp 3.3

eTecTyBaHHs Ha HposiepaTUBHY BIAMNOBIIb HA CTUMYJIALII0 MITOTEHIB (ITOreMariJtoTHHIHOM
(®I'A) abo antu-CD3 a6o antu-CD3/CD28 aHTUTUIaMU MOXHA IPOBECTH, ajleé HE € 000B’SI3KOBUM,
SKILO MalieHT BiAnoBigae kpurepisim tunosoro TKIJ. 3umxkena npomnidepariis Moxe BKkazyBaTtu abo Ha
HU3bKY KUIbKICTh T-KimITHH (110 MOKHa MIATBEPIUTH CTaHAAPTHUM MIJIPaXyHKOM CYOHOIyJisiii
aiM@onuTiB), a60 Ha AUCHYHKLIIOHATBHI/HEQYHKIIOHANbHI T-KIITHHH, HE3Ba)XalOUM HA HOPMAJIbHY
KUTbKIiCTb. TpaauiliiiHi pasioakTUBHI aHAII3U HE BUPIIIYIOTh IPOOJIEMY, OCKUIBKU SIK HU3bK1 T-KIIITHHH,
Tak 1 HeyHKIiOHaNBHI T-KIiTHHM OyayTh BBaXKaTHCS aHOMAJIbHMMH, TOAL SIK MPOTOYHA LIUTOMETPIs
Kpaie audepenuitoe Hu3bki T-kimiTuHU Big HeQyHKIIoHANBHUX T-KimiTuH. [HIN ctumynu nposideparii
T-kiTHH, SKi ICTOPUYHO 3aCTOCOBYBAIMCH, BKIIOUAIOTh crienndiuni anturenn (Candida abo npasers);
oJlHaK BOHU Oynu Buiy4eHi 3 [lepernsinyTux BusHaueHb 2022 poky Ta 3a3BUYail HE PEKOMEHIyIOThCSI.

eTecryBanHns Ha BIJI nuisixom Bu3HaueHHs aMInTidikarii HyKJIeTHOBOT KUCIOTH a0o OlIKa y 3pa3Ky
namieHTa abo MUILXOM JTIOKYMEHTaJIbHOTO MiATBEPAKEHHS TOTO, 1110 TecT Ha aHTuTiia 10 BUI y matepi
MOCTIHO HETaTUBHUU.
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Komenmap pooouoi zpynu: 6invuicme 3 nepenivenux 1a00pamopHux memoois 00CmedcenHs Ha
Cb0200HI OocmynHi 8 YKpaiui, 3a BUKIIOUEHHAM MeCMmyB8aHHsi HA NpoiihepamusHy 8ionoeiov Ha
cmumynsyito  mimoeenie imozemazmomuninom (PIA) abo  anmu-CD3 abo anmu-CD3/CD28
AHMUMIAMU, Wo OOCMYNHI 8 0OMedIceHill KLIbKoCmi 1abopamopii.

TSIKKUA KOMBIHOBAHUM IMYHOJIE®DIIIAT

[Tpubnuzno y 30% namieHTiB 3 aHOMaJIBLHUM PE3yJIbTaTOM CKPUHIHTY HOBOHapomkeHux (CHH)
6yne Bussneno TKIJ.?® Kpurepii PIDTC 2014 uninsiors 4 ocuosni miarumu TKIJ: Tunosuit TKIJI,
rimomopduuit TKIJI, cunapom OMeHHa Ta PETHKYJIAPHY AHUCTEHE3it0 (OCTaHHS Yepe3 IMaTOTCHHI
BapianTl B AK?2). Xoya maui€eHTH 3 PETHKYJSPHOIO JUCTECHE3I€I0 MPOSBISIIOTH cede Mo-pisHOMY (3
TSOKKOKO HEUTPOIEHIE€I0 BHACHIIOK JE(PEKTIB PO3BUTKY MIEJIOIMHUX KIITHH 1 CEHCOHEBPAILHOIO
rinyxortoro), Hix iHmi mamientn 3 TKIJ,3' nepermsamyri Busmauenns PIDTC 2022 poky Temep
PEKOMEHTYIOTh Ki1acu(iKyBaTH NAIll€HTIB 3 MaTOreHHUMU Bapiantamu AK2 BiAMOBIAHO /10 TOTO, SIK BOHU
MiIXOASTH 10 OJHOTO 3 TPhOX 1HIMKUX OCHOBHUX miaTumiB: TunoBuil TKI/] 3 myxe Hu3pkum BMicToM T-
KJiTUH, rinoMopduwuii/atunoBuit TKI/l 3 Huzpkum BMicToM T-kiaiTH abo curapom OmeHHa (TaOnuis
I), BU3HAIOYM, [0 MAIIEHTH 3 MATOTCHHUMHU BapiaHTamu AK2 BUMararmTh CHEMiaIbHOTO TUIAHYBAHHS
TI'CK ans ycyHeHHs iX AedekTiB MienoigHoi Ta JgiM$oigHoi nudepenmiarii.

Hudepenmianis Ha «runoBwit» 1 «rinomopduuit/atumosuity TKIJ panime 3a3Buuait
BUKOPHCTOBYBAJNacs /Jsi BHU3HAUEHHS TMAIli€HTIB, AKi MOXyThb oTpuMmaTu anorenny TI'CK 6e3
KoHauionyBanHs. Haromicts Bu3HaueHHst 2022 poKy € 4iTKUMHU ONMCAMH BUSBJICHUX CUMITOMIB 1 HE
BKa3ylOTh Ha HEOOX1AHICTh KOHKPETHOTO BUY JIKYBaHHSI.

[Ilo0 OmWiHWTH CTaH MAali€eHTa A0 Ta pPe3yJbTaTH Micis JikyBaHHs, mamieHTiB 3 TKIJ cuin
JOJIATKOBO KJIacu(PiKyBaTH 3aJI€KHO BiJ MEPIIOrO MPOsABY (Tak 3BAHOTO «TpUrepa Ui BCTAHOBICHHS
JiarHo3y»):

a. Cimetinuu anamues: posnizHanuii TKIJl y paHiiie XBoporo poauya, o 3yMOBIIIOE BU3HAYCHHS
cyomomysimiii - miMdonuTiB  ad0  TCHOTUIIYBaHHS  BIJJOMOTO  IMATOTEHHOrO  BapiaHTy(iB),
aconiiioBanoro(ux) 3 TKI/I. TectyBaHHsI MOKHa MPOBOUTH MIPEHATATIBLHO (Yepe3 aMHIOIeHTe3, O10TICi0
BOPCHHOK XOpioHa abo0 3a01p KpoBi miioAa) adbo miciist Hapo KeHHs. Ll kaTeropis He BKIIFOYAE MAIlI€HTIB,
y SKMX HasgBHICTb B CIMEHHOMY aHaMHe3l (MOXXJIMBO) XBOPOro wieHa ciM’i Oyia BHM3HaHa Micis
anomanbHOro pesynapraty CHH a6o T-xmiTun.

Komenmap pobouoi zpynu: 3 memoro pozuwiupenns ingpopmayii ujooo cimetinozo anamuesy TKI/],
yenu poboyoi epynu Hadarome dodamkosy iHgopmayiio 3 Oddxcepena: Chinen J. Severe combined
immunodeficiency. BMJ Best Practice. Last updated: 09 Nov 2022
https://bestpractice.bmj.com/topics/en-gb/596

Cmepmb nHemoenamu é cimeiinomy anammesi

* Cmepmob 6pamie i cecmep 6 cimeliHomy aHamuesi, sKi nomepau 6i0 inghexyii y eiyi <2 pokis,
nosuHer Hacmopodxcumu Jaikaps npo moodscaugicme TKIJ] abo inuio2co 0CHO8HO20 NEPEUHHO20
imyHoOegiyumy. Lle ocobauso akmyanvHo, AKUO € KPOBHA CNOPIOHeHICMb OAMbKIE.

* AKwo 6 cimeliHomMy aHamHesi € BUNAOKU cCMepmi XA0NYUKI8 Y OUMUHCMEI, Cli0 3anido3pumu X-
suennenuti TKI/].

Kpoena cnopionenicmo

* Kpoena cnopionenicms noguHHA NOCUIUMU NIOO3PY HA 2eHEeMUYHT 3AX60PI0BAHHS 3A AYMOCOMHO-
peyecusHum ycnaokysanuam (moomo éci hopmu TKIJ , kpim X-3uennenoco TKI/ ).

* 3axeoproeanicmv Ha aymocomuo-peyecusnuii TKI/] eucoxa 6 nonynayisax i3 6ucokum pieHem
bamvxiecbkoeo cnopionenns.[12] [13] [14] 'V Cayoiscekiii Apasii 3axseoprosanicme na TKI/
cmanosums 1 Ha 2906 scusonapooxcenux. [14]



https://bestpractice.bmj.com/topics/en-gb/596

14

b. Ckpunine nosonapoosicenux: 3arampaononyisauiiianii CHH 3a momomororo anamizsy TREC
BUCYIICHUX IUISIM KpoBi (200, B piAKuX BHIAJKaX, [inboBe cekBeHyBaHHs JJHK y momymsmisx myxe
BHCOKOTO PU3UKY), PO SIKi MOBIiJOMJISUIOCS, IO BOHM MaJIM BiAXWJICHHS J0 NMPOBEICHHS JI0JaTKOBOT'O
iMyHOJIOTi4HOTO TecTyBaHHs. CIoAM HEe BKJIIOUEH] manieHTH, ki npoxoaunan CHH, arne sixi Takoxx manu
JIOAATKOBY IMYHOJIOTIYHY OLIHKY, PO3IIOYaTy OO0 OTPUMaHHS aHOMAJIBHOTO pE3yJbTaTy CKPHHIHTY
(uepe3 BimoMuil ciMeiiHUI aHamMHe3, 03HaKH iH(ekuii abo cuaagpoM OMEHHA M 3 IHIIUX MPHYUH).

Komenmap pooouoi cpynu: 3 Mmemow poswupenHs —iH@opmayii w000  CKpuHiney
HOBOHAPOOICEHUX, UleHU pOOOUOT 2pYynu HA0armb 000amKosy iHgopmayiro 3 Oxcepena. Triick J, Prader
S, Natalucci G, Hagmann C, Brotschi B, Kelly J, Bassler D, Steindl K, Rauch A, Baumgartner M,
Fingerhut R, Hauri-Hohl M, Giingor T, Pachlopnik Schmid J, Berger C, Reichenbach J. Swiss newborn
screening for severe T and B cell deficiency with a combined TREC/KREC assay - management
recommendations. Swiss Med Wkly. 2020 Jun 24;150:w20254. doi: 10.4414/smw.2020.20254.

Ilpoecpama cKpuHiney HOBOHAPOOICEHUX HA 8aNCK nepsunHi Oedhiyumu T- i B-knimun 6azyemucs
Ha aHanizi, KUl KibKICHO 6u3Havac Kinoysa eucivenus T-xnimunnux peyenmopie (TREC) ma xinvys
suciuenHs kanna-oenemyruoi pekomoinayii (KREC) 3a 0onomoeoro nonimepasHoi 1anyto2o80i peakyii
(ILV/IP) 6 peanvnomy wuaci 3 eucoxaux nisim kposi (DBS), 3ibpanux 6 pamxax HAyiOHANbHOL
YeHmpanizoeanoi npocpamu CKpUHiney Ho8oHapoodceHux (kapmu I ampi).

OcKinbKu CKpUHIH2OBUL mecm Modice JNulle 6UABUMU NOMEHYIUHI 3aXB0PIOGAHHS, NICA
OMPUMANHA  NO3UMUBHO20 pe3ylbmamy CKPUHIHZY HeOoOXiOHe niomeepoxcyloue  mecmy8aHHs.
Tecmyeéanus npo8oOUMbC NOEMANHO, 3ANEHCHO 8I0 Pe3yIbMamie CKPUHIH2Y | MANCKOCMI MONCTUBUX
Hacniokie (puc. 1).

Komenmap poéouoi epynu: Illioospa na TKI/ 3a pe3yrvmamamu HeOHamanibHO2O0 CKPUHIH2Y
BUHUKAE NpU HYIbOBUX YU 3HUICEHUX Hudcue pedepenmuux 3HayeHv pieHax TREC. Beedenns oo
HeOHamanbHo20 CKpuHiney oonouacroeo eusnadenns pisnie KREC ooszeonse euacno 3anioospumu
MANCKI IMyHOOeiyumu, sKi nepebiearoms i3 3HUNCEHHAM piGHs B-knimun (acammaznoOyninemii), a
MAKONC NOKPAWUMUY PAHHIO OIA2HOCMUKY NEBHUX IMYHOOe@iyumHux cmauie, maxux sK CUHOPOM
Hitimecena, amaxciio-meneanziekmayiro ma iHuii.
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Pucynok 1. Aaroputm HeoHaTajbHOro ckpuHinry na TKI{

Meplua nnsma Kpos.i

Tecr 1: TREC, KREC —  TRECiKREC >nopory > Hopma

|
TREC un KREC

<napory
* H
Tect 2: TREC, KREC - TRECiKREC >nopory  ——» HopMa
% HeBiaknNagHo
TREC+KREC He BM3Ha4YaeThC — »  nqoauTuBHMii Moxnueuin TKII
TREC Husbkwii, ane |
BU3HAYAETLCA ; MpoiHchopmyeaTh BaThkiB

+KREC<nopory

AmBynaTopHUiA BianT <48 rog
- AHamMHe3, KniHi4He oBCTexeHHs
- ImyHocheHoTUNYBaHHA NiMdouunTiB

MpoincopmyeaTt GaTbkiB, 3ibpaTn
aHaMHes, BKIKOUaI0TI MEAMKAMEHTV Npy < J
BariTHOCTI, B3ATW ApYry NnsaMy Kposi
nicna 10-14 gHis (akywepka 4yu nikap)

2 NnsAMa KpoBi

Tect 3: TREC, KREC TREC i KREC >nopory Hopma

TREC + KREC <nopory NO3UTUBHWIA Mosxnueuia KIJ

MpoiHcopmyBaTth BaTbkie
AmBynaTopHuiA BiauT <72 rog
Tinekn KREC<nopory ‘ - AHamMHe3, KniHiYHe 0BCTeXeHHs!
| - IMmyHOobeHOTUNYBAHHA NiMoLUuTie

MO3NTUBHUIA Moxxnuei B-kniTWHHI NOpYLLEHHS

MpoiHdhopmyBaTu GaTekie
AmBynaTopHUi BianT

- AHamHes, KniHiYHe obcTexeHHn

- IMyHObeHOTUNYBAHHA NiMOoLUUTIB

(skwo KREC BusHavaeTbCA | €
aHaMHes iMyHocynpecusHoi Tepanii y
MaMK nig Yac BariTHOCTI: NOBTOPUTH
TREC/KREC nicns 14 aHA)

c. Inghexyii: ImyHONOTIUHA OIliIHKA CIIPOBOKOBAHA TMOSBOIO OJHIET a00 KUTHKOX MIKpPOO10JIOTIHHO
HiATBEpKEHUX a0o0 MiJ03pIOBaHUX (HANPUKIIa[, MHEBMOHIs abo wHemoiiT) iH(ekuid, ocoOarBO
OTOPTYHICTUYHUX 1HEKIIIH.

Komenmap po6ouoi cpynu: 3 memoio posuwiupenus ingpopmayii wjooo ingexyivinux npossie TKI/],
yeHu poboyoi epynu Hadaiomes 000amkogy iHgopmayio 3 Odxcepera: Chinen J. Severe combined
immunodeficiency. BMJ Best Practice. Last updated: 09 Nov 2022.
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https://bestpractice.bmj.com/topics/en-gb/596

Peyuoueyroui ma naozeuuaiino eaxcki ingexuii (vacmo)

* [layienmu 3 TKI/] wacmo maromo peyuousyroui ma Ha036UYAUHO MANCKI Oakxmepiaivhi, 6ipYCHI
ma 2pudKosi iHghexyii Ha nouamKy Hcummsl.

* [nghexyii ymosHo-namoecennumu Mikpoopeauizmamu, maxumu ik Pneumocystis jirovecii, nosunmi
nonepeoumu Kainiyucma npo moxcausicme TKI[ [8] [23].

» Cepiiosni iH(exyii, UKIUKAHI MAKUMU BIpYCaMu, 5K pPecnipamopHO-CUHYUMIATbHUL GIDYC,
aoenogipyc, sipyc Enwmetina-bapp, yumomezanogipyc i napacpun, moxcymos oymu nos’szamni 3 TKI/].
[8] [23]

* Mooicyms cnocmepicamucst 03Haxu iHghekyii, maxi K maxinHoe, Xpunu, MOJIOYHUYS 8 POMI ma
2pubkosi inghexyii wikipu abo niemis. Tadxcka ma 8aNCKOBUNIKOBHA MOJIOYHUYSL POMOBOL NOPOICHUHU €
nowupenoro npu TKI/[.[31]

Xponiuna diapes (vacmo)

» Jliapea uacmo mpannsemovca y nayienmie i3 TKI/, emopunno no 8ioHoutenHio 00
nepcucmyiouo2o  ipycHoeo  eacmpoenmepumy. Ilowupeni  8ipycu  exaouaromv  a0eHosipyc,
yumomezanosipyc i pomasipyc. [31] He modxcna 6gooumu s#ugy pomasipycHy 6aKyuHy nayieHmam iz
nioosporo na TKI/[ abo 3 nioo3poio Ha Hbo2o.

d. Heinghexyiuni kniniuni osnaxu: Kiiniaai nposiBu (KpiM iH(EKIIiH), Taki sSIK BUCHII, ayTOIMYHHI
3aXBOPIOBAaHHS a00 CHHIPOMaNIbHI OCOOJMBOCTI (HampHUKiIa, KapJuKOBICTh NMPH TiMomiasii XpsmiiB i
BoJIoccs, Mikporiedanis abo BHpa3Kd POTOBOI MOPOKHMHHM Ta/ad0 CTaTeBUX OPraHiB IMpHU JEIKUX
nedexrax penaparii JJHK), mo notpedyoTh iMyHOJIOTIYHOT OIIHKH.

Komenmap pooouoi zpynu: 3 memoio poswupens ingpopmayii wjo0o inwux nposeie TKI/, urenu
pobouoi epynu Hadaiomv dodamkogy ingopmayiio 3 Oxcepena: Chinen J. Severe combined
immunodeficiency. BMJ Best Practice. Last updated: 09 Nov 2022

https://bestpractice.bmj.com/topics/en-gh/596

3ampumka pocmy i pozeumky (uwacmo)

* Hemosnama 3 TKI]] moocyms nopmanvHo pocmu 6 nepuii Kinoka micsayie scumms. OQOnax
niosuwena yacmoma ingexyiu y no€OHanHi 3 XpOHIUHOW Oiapecro Cnpuse no2aHomy Habopy eazu ma
3HUdICEHHIO pocmy, 3a36udail 00 6 micayis. [23] [31]

Biocymnicmo nimgpoionoi mxkanunu (vacmo)

* Mooice cnocmepicamucey 8i0CYmHicmMb MU2OANUKIG | TIMGBAMUUHUX 8Y31i8, ale ye modxice Oymu
8adiCKO susasumu y Hemosaam.[15]

Inwi oiacnocmuyni gpakmopu

Bupazku pomoeoi noposcnunu abo cmamesux opeanie (neuacmo)

s [layiecumu 3 penapayiero nepexpecnux 36 ’askie Artemis/DNA 1C (DCLREIC) TKI/[ mooxcyms
mMamu acoyiiosani upa3Ku pomoeoi NopodcHUHY abo cmamesux opeauis. [32]

Mikpouegpania (newacmo)

* [layiecnmu 3 oeghiyumom JIHK-niecazu IV moscymo mamu acoyitiosany mikpoyeghaniro.[33]

Anomanii ckenema (neuacmo)

* [layicnmu 3 Oeghiyumom a0eHO3UHOEe3AMIHA3U MONCYMb Mamu anomanii ckenema. [23]

Cninoma (neuacmo)

* [layicnmu 3 deghiyumom a0eHO3UHOEe3AMIHAZU MONCYMb Mamu acoyitiogany ciinomy.[23]

Hucmonia (neuacmo)

* [layicnmu 3 Oeghiyumom a0eHO3UHOE3AMIHAZU MONCYIMb MAMU CYNYMHIO OUcmoHiio. [23]

Yymaueicms 00 onpominensa (neuacmo)
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* [layienmu 3 penapayicro nepexpecrux 36 ’szxie J[HK 1C (DCLRE1C) SCID, oegiyumom JTHK-
qieasu IV abo Cernunnos/XLF moocyms mamu wymausicms 00 onpominenns. [35] [36] [37]

e. Bunaokoeuui: Y piAKICHUX BUMAIKaxX MPOBOAATH 3arajbHUM aHAIIi3 KPOBI 3 IPUYMH, BIAMIHHUX
BiJI OIIIHKM IMYHHOI (DYHKIIil, III0 BKa3ye Ha HEOUiKyBaHY JIM(OIEHIIO Ta CIIOHYKA€ J0 IMOAAJIBIIOI
IMYHOJIOT19HOT OIIHKH.

Hns anamizy gatoro ocrarounoro giarHo3dy TKIJ[ € mata maGopaTopHOTO TeCTyBaHHS, SIKE
MiATBEPKYE BIAMOBIMHICTE KPUTEPISM BKIIOUEHHS JI0 TEBHOTO MIiATHITY, BKJIFOYAIOUM TTOBTOPHHIA
nigpaxyHoK T-kmiTuH. Y JeKuX BUNAAKaX € MOXe OYTH NpH MiATBEP/KEHHI TC€HOTHITY; OJIHAK
HaIi€eHTH MOXKYTh BIAMOBIAATH JOCTATHIM KpUTEPisiM 10 abo 3a BiACYTHOCTI ineHTH]iKamii BapianTa(iB)
naToreHHoro rena. Hanpukian, 3a BiICYTHOCTI IHITUX MiATBEPAKYIOUHUX PE3YJIbTATIB, IO OTPUMYIOTHCS
1o 11i€1 partu, y narienta 3 tunoBuM TKIJl ocTatounmii 1iarao3 Moxke OyTH BCTAHOBIICHU B JIEHB, KON
OyJI0 OTpUMaHO MO3UTUBHUMN pe3ynbTat Tecty Ha [IMT.

Tunosuii TKI

Tunosuii TKIJl onucye mamieHTIB 3 HaHOLIBII BUpaXeHUMHU Ae(eKTaMu KibKocTi T-KIiTHH,
3a3BHYail yepe3 HyJIbOBUIl MATOreHHUH BapiaHT(M) y Te€Hl, IPOIYKT SIKOTO € BaXKIMBUM JJIs1 pO3BUTKY T-
wiitud (Taomuns I). Bimomo monax 15 takux rewis, xoua nedektn B 7 (IL2RG, RAGL, RAG2, ADA,
DCLREIC, IL7R i JAK3) cranoBnsarts npuHaiiMui 80% Bunaakis TKI/ (Tabmuus III). Sxmio y Bimomux
renax TKI/] BUsBJICHO HOBI 3MiHH ITOCJIIIOBHOCTI, JIJIsl OLIHKH ITATOI¢HHOCTI HA OCHOBI HAsIBHUX JIOKAa3iB
NOTpiOHA y4acTh €KCIEPTIB Y iHTEepIIpeTallii BapiaHTiB.

[TaTorHOMOHIYHUMU JaHUMHU 151 OaraThox renoturiB Tunooro TKI/] € HasBHICTh MaTEpUHCHKUX
T-xmituH 'y mnepudepuuHiii KpoBl BHACHIIOK HE3JATHOCTI BIATOPTHEHHS TpPaHCILIAIEHTAPHO
nepenecenx Kmitua.>? Crymins IIMT, sxuif il BBaKaTH IO3UTHBHUM, OCTATOYHO HE BH3HAYEHO, i
JesAKi 3BiTH CBiZUaTh PO Te, 0 MATEPHHCHKHIT MiKpOXHMEPH3M MOKE iCHYBaTH y HOPMaJIbHUX JiTeit. 3
% TIMT BusiBnsterbes npubmusHo y 50% mnarientis 3 TumosuM TKIJI, ane memo pimure 3ycTpivaeThes
npu reHetnuHux migrunax ADA, RAGI, RAG2 i DCLREIC (nuB. crattio Dvorak et alg), MOJKJIHBO,
yepes 3aaTHICcTb NK-kimiTuH a00 3anumkoBux T-KIITHH rocnoiapst ycyBaTH MaTepUHCHKI KIITUHU. Kpim
TOT0, OCKUIBKU MEepeHeceHl MaTepuHChKI T-KIIITHHM MOXYTh MOTpeOyBaTH yacy Juis mposmidepanii 10
JIOCTaTHBOTO CTYIICHS [Tl BUSIBIICHHSI, TECOPETHYHO MOSKJIMBO, 1110 B 3pa3Ky KPOBi MaIli€HTa, HAICIIAHOMY
B PaHHBOMY Billi, He Oy/e BusiBieHo [IMT, a B MOBTOpHOMY 3pa3Ky, uepe3 Kilbka THXHIB a00 MicAIliB,
0CO0JIMBO MTPH 3HAYHOMY 3pOCTaHH1 KUIbKOCTI T-KIIITUH MOke OyTH TO3UTUBHUH pe3yibTat Tecty [IMT.

[IMT moxe miBUIIYBaTH 3arajbHy KilbKicTh T-kiiTuH npu tunoBomy TKIJI. 3a BiacyTtHOCTI
[IMT Buxinni kputepii PIDTC 2014 Busnaunmu nopir T-kmitun a1s Tunosoro TKIJ mermre 0,3x10%m;
axuit 6ys10 3HMKEHO 10 MeHie 0,05x10%1 CD3 T-knitus y nepernanyTux BusHadeHHsx PIDTC 2022,
mo0 Kpamie BiIoOpa3suTH TOMYJIAIII0 TMAIIEHTIB 13 BUpaxkeHow T-miMmdorneHielo 3 00MEXEHOIo
3/IaTHICTIO 110 TIpomidepantii (uB. cTarTio Dvorak et al®). Kpim Toro, miapaxynok T-KmiTuH (BKIOYar0un
(deHoTUTyBaHHS HATBHUX KJIITHH Ta KJIITHH [1aM’ST1) HE0OOX1JHO NOBTOPUTH IPUHAWMHI OAMH pa3 nepej
MOYaTKOM IMYHOBI1/THOBIIIOBAJIbHOT Tepallii, OCKIJIbKY Y PIAKICHUX BHUIIaJKaX y HEMOBJIST 31 CTAHAMU, HE
noB’si3aHuMu 3 TKIJl y mepii THXKHI KHUTTS CIIOCTEPIraeTbCs HU3bKA KUIBKICTh T-KIITHH, KA MOTIM
36inbIyeThes.

TABJIMIA 111 I'enorunu Ta noB's3ani 3 HumMu nmiarunu TKIJ

Iigrun TKIJ]
I'enoTnn 3arajbHa TunoBuii TKIJ (69% Bin | I'inomopdHuii/aTunosuii Cunapom OMeHnHa
yacTora* 3arajbHol KiJIbKOCTI) TKIA (26% Bin 3araasnoi | (5% Bin 3araabnoi
KiJIbKOCTI) KiJIbKOCTi)
IL2RG ~30% Haitgacrimmii (42%) § YacTuii
RAG1 ~17% Hacruii Haituacrimmii (26%) Haifgacrimmii (79%)
ADA ~12% Yacruit Yacruii Jyxe pinkicHuit
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IL7R ~7% Yacruii

DCLRE1C ~7% Yacrwmit Piaxicuuii

JAK3 ~5% Yacrtuit Hespuuaiinwmii

RAG2 ~4 % Hespuuaitnuit Yacruit Yacruit
RMRP <4% Jyxe piakicHui YacTuii MoxuBHii
CD3D <2% HesBuyaitnuid PinkicHui

AK2 <2% HesBuuaiinuit Jyxe pigkicHui
PNP <1% Jyxe pigkicHuit PinxicHuit

MSN <1% Jyxe pigkicHui Jyxe pigkicHuH

LIG4 <1% Pinkicuuit

NHEJ1 <1% Pinkicuui

BCL11B¥ <1% Jyxe pigkicHui

MAN2B2 <1% Jyxe pigkicHuH

RAC2} <1% Jyxe pinkicHui

TTC7A <1% Jyxe pigkicHu#

*3 ycix TKIJ, Bkimrouatoun 7% 6e3 imeHTH(ikOBaHOTO martoreHHoro BapiaHTy(iB). [lani oTpumani Bix 346 marieHTiB
(miarrocToBanux y 2010-2021pp.) 3 IPOCIEKTUBHOTO MOCIimkeHHs mpupoaHoi ictopii PIDTC 6901 (auB. crartio Dvorak et
al®). Inmii pigkicHi TeHOTUIIN, K MOKYTh BUKIMKATH (peHOTHII, 0 36iracThea 3 TKIJ, Brmouarors CD3E, CD3Z, CORO1A,
DIAPH1, DOCK2, EPG5, EXTL3, FCHOL1, ICOSLG, IKBKB, ITPKB, LAT, LCK, LIG1, MYSM1, POLE1, POLE2, PRKDC,
SLP76, SMARCALI, TRAC i ZAP70.

TMyTaui'l' IL2RG i MSN € X-3ueruiennmu perecuBaumu; BCL11B i RAC2 € ayToCOMHO-/I0OMiHaHTHUMH; BC1 1HIII ayTOCOMHO-
peuecuBHi. ['eMi3UrOTHHI NATOTeHHUH BapiaHT reHa Ha X-XpOMOCOMI HEOOXiJHMI mNalieHTaM 4YoJyioBidoi craTi. Jlms
ayTOCOMHO-JIOMIHAHTHUX TI'€HIB HEOOXIHUH TeTepO3MIOTHUI BapiaHT 3 JOMIHAaHTHOIO (YHKIIi€0. AyTOCOMHO-PELECUBHI
TeHH TTOTPeOYIOTh 2 CKIIaIHI TeTEPO3UTOTHI BapiaHTH a00 OJIMH TOMO3UIOTHHH TATOTEHHUN BapiaHT. AHOMAaJIbHA aKTHBHICTh
(hepMeHTIB ageHO3WHAC3aMIHA3U a00 MyPHH-HYKIICO3UI-POochOpHIa3n TaKOXK MPUHHATHOIO.

ttUactoTa rerorunis y nesHomy miarumi TKIJI. 3aransHi reHoTHIN - 1€ Ti, SIKi 3ycTpidaroThCs B >5% BUIAAKIB Y IIbOMY
IiATHII; He3BUYaHHI TEHOTHIN - 1€ Ti, SIKi 3ycTpidaioThest y 2%-5% BUNagKiB; PiAKICHI TEHOTUIN — 1€ Ti, SIKi BUSBJICHI OLTBII
HiK y | marieHTa; ry’Ke piKicHI TeHOTHIH - 1€ Ti, SIKi CHOCTEPIraloTHCS JIUIIE B OJHOTO MAIiEHTA; MOXKJIMBI TCHOTHITH OyITH
OTIHCaHi B JIiTeparypi, aje He 3HaiaeHo cepen npupoaHux Bunaakis PIDTC 6901 B mpocneKTHBHAX JOCITIIKSHHSX.

VY naiieHTiB 3 BUSIBJICHUM MMaTOT€HHUM BapiaHTOM 1HTEPBAJl MIXK JOCIHIKEHHSIMHU TOBUHEH OYTH
He MeHIe | THXKHS; y nanieHTiB 6e3 i1eHTH(IKOBAaHOTO BapiaHTy NaTOr€HHOTro reHa, KUTbKICTh T-KITiTHH
noBuHHA 3amumatuca Menme 0,05x10%1 mpotsrom moHaliMeHme 8 THXHIB, 00 KBaTi(ikyBaTH SK
tunoBuil TKIJ[ yepe3 MOXIHMBICTh CIIOHTAHHOT'O TMOKPAIIEHHS; 3 MEHIINM IHTEpBAJOM JIUILIE Yy pasi
HeoOx1aHocTI TepMiHOBO1 TT'CK 1o 8 THkHIB. J{pyre 3Ha4eHHsI CJliJ] BUKOPUCTOBYBATH JJIs Kilacupikaiii
rinomopduux/atunoBux TKIJI. Sk 3aznaueno B Kpurepisx PIDTC 2014 poky, BHUsSBIEHHS HHU3bKOI
KUTbKOCT1 T-KJTITHH camo mo coOi He € goctatHiM st miarHoctukd TKIJI, ockinbku posnamu, He
nos’si3ani 3 TKIJI, Takox MOXYTb MPOSBIATUCA pi3HUM cTyneHeM T-kiiTuHHOI JimdorneHii (Tabnuus
I).%

3a3"aunmo, 1o 3a nepioa 3 2010 nmo 2018 pik npubnusHo y 95% mnanientis 3 tunosum TKIJ]
BUSBMIIM TATOTEHHMH BapianT(M) B TeHi, HeoOXimHOMYy s posButky T-kmitun.” Be3 3HaumMoro
reHeTH4HOro fed)ekTy MAIlieHTH 3 TOBTOPHMMH 3HaueHHAMH MeHme 0,05x10%n1 CD3 T-xmitweE 3
IHTEepBaJIOM TpuHaiiMHI 8 TIKHIB (KopoTwmii, nume skmo TI'CK BUKOHYeTbCS AMs KIIIHIYHOL
HEBIAKJIQAHOT cuTyalii) Ternep MoXyTh OyTH kiacudikoBaHi sk TunoBud TKIZ, SKI0 BOHM Takox
maroTh aHomainbHi TRECs abo wmenme 20% Big 3arampHoi kutbkocti CD3/CD4 T-kmituH 3
MOBEPXHEBUMH MapKepaMy HaiBHUX KIITUH. JJIs IIUX PiAKICHUX MAalli€HTIB, OCOOIMBO SKIIO BUSBIECHO
denorunn T'B'NK™, ciig BUKIHOYMTH MOPYIIEHHS, IO BIUIMBAKOTH Ha KUIBKICTH T-KITiTHH, SIKi HeE
Bukimkati nepextom I'CK, nanpukian, posnaau tumyca (tadam. ).

I'imomopduuii/arunosuii TKI{
INnomopduuii/atunosuit TKIJI — 1e TepmiH, SKUA BUKOPUCTOBYETHCS IJIsl MALIEHTIB 13
YaCTKOBUMH Je(PeKTaMu KUTbKOCTI, PI3HOMAHITHOCTI Ta 3piaocTi T-KIITHH (3MEHIIEHa KiIbKIiCTb
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HaiBHUX T-KIITHH) Yepe3 TimoMophHUN ad0 «JaCTKOBO» MATOr€HHUHN BapiaHT(M) y TUX CaMHUX I'eHax,
BianoBinaneHux 3a TunoBuit TKIJ] «(rimomopduuii TKI/I») abo depes 1ie He ieHTU(IKOBaHI TedeKTH
(«arunoBuii TKI/I»). I'imomopduuit/arunosuii TKI/I (Tabauns I) Bumarae npuHaiiMHi 2 3 HACTYITHOTO:
(1) Hu3bKa Kinbkicts T-kimiTHH a1 Biky (<0,6x10%m nns 6yas-sxoro Biky, <0,8x10%n y Bini 2-4 pokw,
a6o <1,0x10%n, sxmo Bik <2 pokiB); (2) mOmynsIis OMiroknoHanbHUX T-KmitmH; Ta (3) HU3BKHIl
BiICOTOK HaiBHMX T-KiiTHH Ta/adbo Hu3bka KUIbKicTe TRECs a0o BoHM He BusHauaroThed. Komu
MiIpaxyHOK KUTBKOCTI T-KIIITUH MOBTOPIOETHCA, JApyre (a00 oCTaHHE Mepes JIKYBaHHSIM) 3HAYCHHS
BUKOPUCTOBYETHCS JUIsl Bu3HaueHHs migrumy TKI/L.

Maibke y 90% nauienTiB 3 rinomopduum/atunoBuMm TKIJl BusiBIeHO BapiaHT NaTOT€HHOTO IeHa,
AKMI MOXHA BiHECTH 70 Tak 3BaHoro rinmompduoro (leaky) TKIJI.” Jlepextn RAG1, RAG2, ADA Ta
RMRP e naituactimumu nipu rinomopduromy TKIJ (tabmums II1). 3a BimcyTHOCTI i7eHTH(HIKOBAHOTO
MATOTEHHOTO BapiaHTy KPUTUYHO BaiwBO mpoBectd TecT Ha IIMT, ockinbku HasBHICTH T-KIIITHH
Matepi Oyze o3HayaTH HasgBHICTH Y mamieHTa TunoBoro TKI/L. [Tpu BiACYTHOCTI TOCTYITHOTO TECTYBaHHS
Ha [IMT, xpurepii atunoBoro TKIJ[ mMoxyTs OyTH 3a70BOJIEHI HIJISXOM JIEMOHCTpAIii MOPYIICHHS
npomidepanii kaitua Ha @I'A, antu-CD3 a6o anti-CD28 anturina g0 piBag menie 50% BiJl HUKHBOT
MeXi pedepeHTHoro miama3zony. Hapemri, 6araro maboparopHux o3Hak artmmoBoro TKIJ Takox
criocTepiratrotbes npu neBHux ¢popmax KIJI uepes cunapomu, nedextu Tumyca ado aeekTy B reHax He
nos’si3anux 3 TKIJI, Takux sk CD40L a6o WASP.3%3¢ Takum unnom, nanientn 6e3 inentudikoBanoro
IaTOreHHOro Bapianty y Bigomomy reni TKIJI, oco6nuso 3 npodinem miMporutie B'NK*, nosunsi
NPOMTH TeCTyBaHHs, 100 BUKIIOUMTH Biomi ctanu, He o’ s3ani 3 TKIJ] (tabm. II).

Cunapom OMeHHa

Cunnpom Omenna € ¢popmoro TKI/] atunoBoro nepediry, o xapakrepu3yerbes 30i1biieHHsM T-
KJIITHH TIaM’STi TOCTIOAApsI, SKi MPOHUKAIOTh Y IIKIPY Ta iHIII TKAaHUHH 1 CIIPUYMHSIOTH XapaKTePHUN
reHepali3oBaHMi ~ epUTEeMaTO3HUIl ~ BHMCHUI,  4YacTo  MOB’s3aHUM 3 JiMdajaeHomnaTiero,
reraToCIUICHOMETANIEI0 Ta IHIMUMH KIIHIYHUMHU O3Hakamu. Bucunm mpm cubapomi OMeHHa MoOXe
HaragyBatu Bucun npu PTIII; omxe, /Ui BCTAaHOBIEHHS JiarHO3y CHHApoMy OMEHHa Ba)KJIMBO
Bukiitount [IMT Ta marepunceky PTIII mix yac po3BUTKY BUCHITY.

Kputepii PIDTC 2014 Bumaranu, mo6 naiiest i3 cuaapomoM OMeHHA MaB MOHAJ 0,3x10%n T-
KJiTUH; ofHakK y [lepernsanyrux BusHaueHHsX 2022 poKy BU3HA€ETHCA, 0 OYy/b-sKa KUIbKICTh T-KIIITHH
y mepudepuuHiii KpoBi MOKIMBA (IUB. CympoBimHy craTTio Dvorak et al®). Kpim Toro, miarmoctnuni
o3Haku cuHApoMy OMeHHa Ternep BUMAararoTh, MOPsA] 13 TEHEpali30BaHOI BHCUIIKOIO Ta BIJCYTHICTIO
TME, 06 nonan 80% CD4 T-knitun namienta manu mapkep nam’sti CD45RO. B enoxy CHH cunapom
OMeHHa po3BUHYBCS y NALIEHTIB, K1 CIIOYATKY B1ANOBIJAINA KPUTEPISIM TUIIOBOTO a00 HEreépMETHUHOTO
TKIJI*"; Takum 9uHOM, MAIli€HTIB CIijl CHOCTEPIiraT Ha MPEMET PO3BUTKY CHHAPOMY OMEHHA 3 4acOM.

IcropuuHO cKkianoce Tak, 1O y JESKUX MAalI€HTIB 3 cuUHApoMoM OMeHHa Moke He OyTu
ineHTudikoBaHoro mnaroreHHoro Bapianty rera TKIJ[; mpore B cydacHy emoxy Juid JiarHOCTUKH
cugapomy OMeHHa MOTpiOHE MIATBEPAKEHHS TE€HOTHUIY, MPUYOMY y OUIBIIOCTI BUMNAAKIB ICHYIOThH
natorenni Bapiantu B RAG1 a6o RAG2, xoua 3ycTpiuaroThes # immi remotumu (Ta6maus I11).8 Ile
HEOOX1/THO /ISl yHUKHEHHS TUTYTaHUHH 3 IHIIUMU IPUYUHAMU HEOHATAJIbHOI €pUTPOIEPMIi, BKIIOUAIOUH
cuaapomn Heseprona ta Jli Jxopmxki.>® Kpim Toro, marientu 3 curgpomom OMeHHA MOBHHHI MaTH
npuHaiMHI e 2 miarBepakyroui o3Haku: (1) anomansHi TREC (Hopmanbha kinbkicTe TRECs
BUKJIIOYa€e cuHApoM OMeHHa); (2) MiBUIIEHY KUIBKICTh €03WHO(DIIIB MPH MPOBEACHHI JIAOOPaTOPHUX
JOCTiKEHb (BepXHS MeXa HOPMHU IS HeMOBJIAT cTaHoButh ~0,8-1x10%m)*; (3) mizBumennii piBeHs
IgE npu npoenenHi gabopaTopHux TecTiB (1 MOBIZOMIIEHUH MOPIr BEPXHBOI MEXI HOPMH Ui JiTeH
momommie 1 poky craHoBHTH 34 MO/Mm)*; (4) nmimdanenomarito; (5) abo opraHoMeranio
(rematoMeraiiss Ta/abo creHoMeranis); (5) OMIrOKIOHANbHI (3 0OMEXEeHOK pi3HOMaHITHICTIO) T-
KJIITUHY (Tab. I).
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Kpurepii PIDTC 2014 poky po3risinanu nposridepaTuBHI BiAMOBIAI Ha aHTUTECHH, alie iX Oyio
Buganeno 3 PIDTC 2022 yepe3 HeHaAIHHICT Y HEMOBJISAT BIKOM J0 3 MICSIIIB.

BUCHOBKHA

ITepen ctBopennsim KpurepiiB PIDTC 2014 BiacyTHicTh KOHCEHCYCY moa0 miarHocTukud TKIJ]
YCKIIQJHIOBaJla MDKIHCTUTYLIWHUN aHami3 nux piakicHux posnanaiB. Opwurinanshi kputepii PIDTC
CHPUSUTH TPOCHCKTHBHUM JIOCHI/DKCHHSM 3 BHBUYCHHSM (DAKTOpiB, sKi BIUIMBAIOTH HA IMYHHY
peKOHCTHTYIII0 Ta BuxkuBauHsA mamientis 3 TKIJ.1° ITepernsnyri susznauenns TKIJ PIDTC 2022
MIPEACTABISIIOTh 3HaYHE BAOCKOHAJICHHS Ta MoJiepHizamito BusHaueHb TKIJI, Bkimroyaroum 310pani qaHi
NAII€HTIB, a TAKOX JJaH1 CKPUHIHTY HOBOHAPOKEHHUX 1 OKPAIIEHHS JIarHOCTUYHUX METOJHK. Pi3HuIs
MK turoBuM TKIJI 1 rimomopdrum /atunoBum TKIJ[ y nepernsaytux BusnadeHusx PIDTC 2022 e
TOYHIIIOI0, aJie He ependadae KOHKPETHOI cTpaTerii JikyBanHs. Kpim roro, CHH nokasas, 1o cuaapom
OMEeHHa MOXK€ PO3BHUHYTHCS 3 4acoM BiJ TurmoBoro abo rimomopduoro TKIJ[, Bkazyroun Ha paHimie
HelooliHeH OioyoriyHi Bapiamii, sfKi MOTPeOyIOTh BHBAaXXEHOCTI Yy 3aCTOCYBaHHI J1arHOCTHYHHUX
kputepiiB. Ouinka MaiOyTHix nauieHTiB 3 TKIJ[ 3a nonomororo nepernsauytux BuznaueHs PIDTC 2022
Oyle TpOoJOBXKYBAaTUChH JUIS MPOCYBaHHS OaraTOHAI[IOHATBHUX CHUIBHUX JIOCIIHKCHb 1, 3PEHITOIO
MOKPAILEHHS Pe3y/bTaTiB JIKYBaHHS IIUX PIAKICHUX 3aXBOPIOBaHb.
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Tsxkuii komOiHoBanuid imyHoaedinur (TKI/)

Iixxoau a0 JikyBaHHS

Tpancrutanramis remonoetnaHux ctoBOypoBux kiiTuH (TI'CK) abo renna teparis € €TMHUMH
pangukanbHUMU Metonamu JtikyBaHHs mnamieHTiB 3 TKI.[8] [46] [47] TI'CK € ocCHOBHOIO Tepami€ro;
Te€HHA TePaIrisi € HOBOIO TEXHOJIOTIENO.

Komenmap pooouoi cpynu:

TI'CK mae suxonysamucv 6 yenmpax/giodirenusx TKM na 6azi 6acamonpo@itbHux oumsaqux
JIKapeHv, AKi Maromos 00CBI0 NIKYBAHHSA MAKUX NAYIEHMI8 3 MPAHCHIAHMAYIUHOW aKMUBHICMMIO
yenmpy He menuie 10 anoeennux TI'CK na pik ma maroms 8i0nogiony mamepiaibHo mexuHiuHy 6aszy.

IDicepeno: Carreras E, Dufour C, Mohty M, Kréger N. The EBMT Handbook. Hematopoietic Stem
Cell Transplantation and Cellular Therapies. 2019.

https://www.ebmt.org/sites/default/files/2019-01/2019 Book_TheEBMTHandbook.pdf

3amicHa hepmeHTHa Teparis noctymnHa s namientis 3 TKI/ 3 gedinutoM ageHo3nnae3aMinasm.
PanHs niarHOCTHKA Mae BUpIIIAIbHE 3HAYCHHS, OCKUIBKH Y HEMOBJIST, SIKIi OTPUMYIOTh PaJHKAIbHE
JIKyBaHHS JI0 MOSABU 1H(EKI[1T TOMITHO MOMIMIIYIOTHCS JOBIOCTPOKOBI pe3yIbTaTH BIXKUBAHOCTI [8] [23]
[24]

3axoau miATPUMKH nepej JiKyBaHHAM

Benenns mamienTis 3 giarHo3om TKIJ] 1o movarky ycninraoro sikyBanHs (Bkatodaroun TT'CK a6o
TeHHY Tepamilo) BKIIOYAE€ 3axXO0ld, M00 JOMOMOITH 3HH3UTH pH3UK iH(DekIiil, moku He Oyze
MiATBEPHKCHO IMyHOKOMIIETCHTHOCTI: [4] [21] [48]

*[30JIsIIis BiJl XBOPUX AITEH Ta 1OpociauX (rocmiTaiizallis He moTpiOHa)

Komenmap pooouoi zpynu

3axucna izonayis

LI]o6 ompumamu 0ooamkogy inghopmayiro, nepeziiHbme NUMAHHA NPO Micye 6e0eHHs NayicHma.

* AKwjo 6 nikapHi, mo KepisHUYmMeo mae nepeddadumu KiMHamy no3umueHo20 MucKy

* /[[eepi 3axkpumi

* PemenvHe mumms pyxK

* Biogioysaui nogunni 6ymu obmedceri 300posumu 00pOCIUMU.

» [lepconan 3 ingexyisamu (8KnrouarO4u He3HauHi iHGeKxyii ouxarbhux wiaxie abo cepnec) He
NOBUHEH 0027110amu 3a OUMUHOTO.

» Axwjo oumuni nompioHi 00CHiONCEHHS, SAKI He MOXCYMb OYMU NPo6edeHi 8 KIMHami (Hanpukiao,
paodionoeis), 8i00iNeHHs MAE 3HAMU, WO OUMUHY He MOICHA NOMIWAmu 8 30HY OYIKY8AHHS 3 THUUMU
oimvmu. AKwo ouikysanus Hemunyue, He0OXiOHO HAdamu OKpemy KIMHamy.

Hocepeno:  Starship. Clinical Guidelines for Severe Combined Immunodeficiency. Date last
published: 05 September 2023. https://salo.li/0E38b86

*BukopucranHs Kum’'siaeHOi (iTbTPOBaHOT BOAM JJIsl TIPUTOTYBAHHS CyMilIeH JHUTSIOTO
XapuyBaHHA

*3aMmicHa Teparis iMyHOTrJaoOyniHaMu (Takoxk Moxke 3Hamooutucsa micias TI'CK mpu crilikomy
rYMOPaJIbHOMY IMYHOJE(IIHTI)

*AnTnbakTepiagbHa IpodilakTHKa

[IporurpudkoBa npodinakTiuka

[IpoTuBipycHa npodinakThKa


https://www.ebmt.org/sites/default/files/2019-01/2019_Book_TheEBMTHandbook.pdf
https://salo.li/0E38b86
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*YHHMKaHHS )KUBUX 0CTIa0JeHUX BIPYCHUX BaKLUUH

Komenmap pooouoi cpynu:

VY xeopux i3 TKIH, saxum 6yro 30iiicheno eaxyunayito BIDK, 0606’s13x068010 € nepsunna
npoghinakmuka eenepanizoeanoi BIDK-ingexyii oeoma abo mpvoma npomumybepKyibO3HUMU
npenapamamu (izoniazuo 10-15 me/xe o0un pas na denv npomsieom 9 micayis, pucpamniyun 10-20 me/ke
00UH paz Ha OeHb YNpoooesdc 4-6 micayie ycepeouwy), a maxkoxic Npopiiakmuxa NnHEBMOYUCMHOL
NHEBMOHIT MPUMEMONPUM/CYTIbGAMEMOKCAZ0NOM.

IDicepeno: Humsua imynonoeisa: niopyunux /J1.1. Yepnuwosa, A.I1.Bonoxa, JI.B.Kocmiouenko ma
in.; 3a peo. JI.1. Yepnuwosoi, A.I1. Bonoxu. — K.: BCB «Meouyunay, 2013 — C. 174-207.

* S0 mokazaHi mpenapaTi KpoBi, BAKOPUCTOBYITE ONPOMIHEHI MPOJYKTH KPOBI, 31 3HUKEHUM
BMICTOM JIEHKOLIUTIB, uToMeranoBipyc (LIMB) neraTtusHi

* [IpunuHeHHS TPYIHOrO BUTOJOBYBAaHHS, SKIO HEMae JIOKa3iB TOTrO, II0 MAaTH HETaTWBHA Ha
LIMB.

Komenmap pobouoi zpynu:

Hocepeno: Starship. Clinical Guidelines for Severe Combined Immunodeficiency. Date last
published: 05 September 2023. https://salo.li/0E38b86

3menwennn pusuxky nepeoaui IIMB

* Vci HogoHapoOoiceni, y AKUX Hewo0asHo O0ideHOCMOBAHO 3AXB0PIOBAHHS, NOGUHHI MEPMIHOBO
npoumu IIJIP-mecm na LIMB yinonoi kposi 32i0H0 3 noOuamrxo8uMu 00CIiOHCEHHAMU.

* AKwo Ha MoMeHm 6CMAHOBIIEHHs 0iacHO3)y Mamu 200y€ epyObMu, mMamepi HeoOXiOHO npolmu
ananizu na LIMB IgG ma IgM. Hasimv saxwo ceponociunuii ananiz L[MB 6ys necamusnum npu
nOnepeoHbOMY MeCmy8aHHi Mamepi, mecmu C1i0 NOGMOPUMU, AKUJO HeWOOABHO B8I0OVIOCS 3aPaAHCEHHS.
Ma cepoKOHEepPCisi.

* [ pyoHe 200y8anHs cii0 npunuHumu 00 OMPUMAHHA pe3ylbmamis y mamepi ma oumunu. Mamu
Modice npooosxcysamu 3yioxcyeamu monoxo. Hemae oanux npo 6esnexy nacmepusayii epyoHoeco
MOJIOKa npu 21uboKomy iMyHoOeqhiyumi.

» Axwo mamu ceponecamugua, MOdCHA 0020860pumu GIOHOBIEHHS 2PYOHO20 BU20008)6AHHS.
Hewooaeno ompumanuii [{MB mamepi cmanosug 6u 3uayHutl pusux 0isi HeMOGIAMU.

» Axwo mamu ceponozumusna, a I1JIP na [[MB y nemosnamu Hecamugnuii, 200y8amu 2pyobmu
Ci0 NPURUHUMU.

o Mootwce 3naoobumucs nopaoa akyuepku, wob KOHMpoaoeamu 1aKkmayiio y mamepi.

o Cim'i 3Ha0001ambcs 6i0N0GIOHT nopaou wooo 3abe3neyenHs CmepuibHOCMi OUMAYOL CyMili.

* Axwo mamu ceponosumusna, a Hemosns nozumuene Ha LIMB I1JIP, 200ysanus epy0or MoxcHa
8IOHOBUMU.

* Poounam cnio nogioomumu, wo L[MB makxodc mooce nepedasamucs uepe3 CiuHy ma IHuLi
8UOiNeHHs, momy cli0 Oymu obepedcHuM, wob YHUKHYMU 8UNAOKo8oi nepeoadi (Hanpukiao, AKuo
BUKOPUCMOBYEMbCA COCKA, DAMbKU He NOBUHHI KIACmU COCKY coOi 8 pom).

Komenmap pooouoi zpynu: Haoaemo 0ooamkosy ingpopmayito w000 maxkmuku 00CmexicenHs ma
HAO0aHHs. OONOMO2U HOBOHAPOONCEHUM 3 AHOMATLHUMU Pe3yIbmamamu HeOHAmMAaibHO20 CKPUHIHRY HA
TKI].

IDicepeno: Triick J, Prader S, Natalucci G, Hagmann C, Brotschi B, Kelly J, Bassler D, Steindl K,
Rauch A, Baumgartner M, Fingerhut R, Hauri-Hohl M, Giingor T, Pachlopnik Schmid J, Berger C,
Reichenbach J. Swiss newborn screening for severe T and B cell deficiency with a combined
TREC/KREC assay - management recommendations. Swiss Med Wkly. 2020 Jun 24;150:w20254. doi:
10.4414/smw.2020.20254.



https://salo.li/0E38b86
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Taonuya 1

I pyone 6uc0008y6anHts y HEMOGIAM 3 AHOMANLHUMU PE3YTbMAMAMU CKPUHIHEY HA MANCKT NePEUHHI
imyHoOediyumu.

Oocmedicennn (sikHatimsuouie)

Mamu: Ceponocis LIMB 3 nepugepuunoi kposi (abo 3 cuposamiu, 3ibparoi nio yac eazimuocmi)

Hemoesna: IIJIP [IMB 3 ceui (abo nepugepuunoi kposi), ne kapmra I ampi

KREC nusvkuii/nesusnauacmocs, a TREC ¢ nopmi ma ADA/PNP ¢ nopmi

I pyone monoxo mooicna oasamu (nezaneacno 6id CMV-cmamycy mamepi ma 2cecmayitinozo iky Hemogsimu)

TREC nusvkuii / He 6U3HAUAEMbCA
1. Eman oyinku

Mamu I[MB ceponosumuena” | Mamu I[MB ceponezamusna

He mooicna 200ysamu epyooio,
MOICHA NACMEPUZ08AHE PYOHE
MOOKO

[ecmayitinuii six

Mooicnuse epyone monoko’

TREC nuswkuii <37 muoicnis

ajle sUuzHadYaemuvcs

>37 mudiCHig He mooicna 2pyonozo monoxa’

TREC ne sumipioemuvcs | Byov-axuii mepmin éazimnocmil He moacna 2pyonozo monoxa’ | Moocnuse 2pyone monoko*

2. Ilioospa na TKI/I.

L[MB+ y oumunu L[MB-y dimeii
Mamu [[MB”* He moorcna epyonoeco monoka | He modicHa epyono2o monoka
Mamu [JMB~ Mooicna epyone monoko Mooicna 2pyone monoxo*

AJlJA = adenoszundezaminaza, [IMB = yumomeeanosipyc;, KREC = kanna-oenezyroua pexombinayis,; ITJIP = nonimepasHa 1aHy0208a peakyis,
PNP = nypunnykiaeozuopocgopurasa; SCID = msckuii kombinosanuii imynoodepiyum, TREC = peyenmopu T-knimun; * Bamvku nosunHi 6ymu
noinghopmosani npo eci wsixu nepeoayi LIMB (nanpuxnao, uepes3 cauny) ma kiiniuni osnaxu ingpexyii [IMB. 1 Ha emani o6cmedicents epyone
MOJIOKO MOJICHA SUKUHYMU a00 3amopozumu. Bamvru nosunni 6ymu npoingopmosari npo moicausi wasixu nepedaui LIMB ma 3ano6ixcui 3axo0u
015t yHUKHeHHsl inghikysanns LIMB; 0nst maxux oimeil pexomendyemucs peayisipue mecmyeanus Ha LIMB 3a donomoeoro IIJIP y ceui (Hanpukiao,
WOMUIICHS NPOMA2OM NEPUIUX 4 MUIICHIG JHCUMML MA KOJHCHI 2 MUdICHT nicis ybozo). Mamu maxooic nosunna pezynapuo mecmysamucs Ha LIMB,
SAKWO 60HA CNOYAMKY OYIA CEPOHE2AMUBHOTO.

Komenmap pobouoi zpynu: Poboua cpyna nadae poswupeni pexomenoayii ujooo meouxo-
coyianvHozo cynpogody dimei 3 TKI/] ons nikapie-imyHonozie, nediampis/cimetiHux 1ikapie ma poouH.

Pekomenoauii ug000 meouko-couianvnozo cynposoody oimeii 3 TK1/] ona nikapis-imynonocie
oumsauux, nediampie/cimeiinux aikapie ma poouH

Enemenmu Jlikap-mynonoz oumsyuii | Ilediamp / cimetinuii Poouna
CYynpoeooy JKap
Ilepsunne kainiune 36ip anamnesy, Haoanns oanux npo 0606:3K060

0OCcmediceH s Qizuxanvrul 02140, oyinka | eacimuicme mamepi, | 3A6UMUCA HA NPUTLOM
'§ npo8oOUMbCSL @izuunozo pozeumky. ciMeunull anamues, | 00 JiKapsA-iMyHonI02a
S MEePMIHO80 a3i GUABTIEHHS AHAMHE3 HCUMMS oumsyozco. Haoanus
S
§ (npomsicom 48 CUHOPOMATILHUX O3HAK OUMUHU. 00CMOGIPHUX OAHUX
2 200UH) cKepysamu Oun?tu Ha npO AHAMHE3 HCUMMISL
> KOHCYIbmayiio 00 OumuHu,
~ KAIHIYHO20 2eHemuKa. 3aX60PIOBAHHIL Y

YjleHie poOuHu,
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empamu oimeti y
PAHHbOMY BiYi.

Hasuannsa

[Bonayis, eumozu 00 NOMEWKAHHS, i2pauloK ma iepo8oi 301U, 2ie€Ha,

XapyyeamnHs.

1 koncynomauisn

I'pyone
8U20008Y8AHHS

Ceponoziune mecmy6anHs mamepi-200y8anbHUyi Ha
Bl ma yumomeeanogipyc (ekcnepmu3za 0OMiHHOT
xkapmu). Cepornezamugui Mmamepi MoA*CYymb
npoo0eIHCcY8amu 200Y8aHHS 34 YMOBU OOMPUMAHHSL
2ICIEHU PYK Ma MOJOYHUX 3AN03.

Ilepeo npuknadannsim
oumunu 00 epyoet
PemenbHO GUMUMU
PYKU Ma MOJIOYHY

3ano3y. ['ooysamu 3a

8UMO2010 (MiHIMyM 8
pasis Ha 000Y).

Ilpobiomuxu

3aboponeno oasamu oumuni 6y0b AKi NPOOIOMUKU, 8 MOMY YUCTE 30a2ayeHi
HUMU KUCTOMOJIOYHI NPOOYKMU MA JUKY8AIbHI CYMILUI.
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1 xoucynomayis

Obcmedicenns npu
nocmaHosyi
oiazcHo3y

Obossaskose:

- Kpoe na pemecm (0pyea
naAMa Kpoei Ha
HEeOHAMAaibHOMY ONAHKY)

- Hlonynayii (B-, T-, NK-
KAIMuHU) ma cyononyasayii
T-nimghoyumis (1-2 mn
EJ[TA), 3aeanvnui 1gA, IgM,
1gG, IgE (0,5-1 mx
cuposamku) Cito!

- Obcmedicenns Ha
yumomezanosipyc (I1JIP
ceui i/abo kposi),

- bioximiune 0ocnioocenns
Kpo8i: elekmponimu, 6 m.u.
ionizosanuii Ca2+,
3aeanvHull Oinipyoin, AcAT,
AnAT, anvoymin (0,5 mn Li-
Hep).

- I pyna kposi 3a ABO ma
Rh (0,5 mn EATA).

- Obcmedicenns Ha GIPYCHI
eenamumu A, B, C (IIJIP).
- Vavmpaseykose
00CNIONCEHHS MUMYC).

- Penmeenocpagpisn opeanis
2PYOHOI KimKu (He
npoeoosiMmsb NPU CUHOPOMAX
3 NIOBULEHOIO TAMKICIIO
XPOMOCOM,).

- Ewnoockonis ma 6ioncis
npu odiapei.

baoicane:

- Akmusnicmo ghepmenmis
ADA, PNP (0,5 mn EZITA).
- Awnaniz nponigepayii T-
KIimuu (Mimoeen) in Vvitro
(1-2 mn Li-Hep).

- Ananiz padiouymausocmi
/ mecm na eamma-H2AX (2
M)

- Penepmyap TCRvp:
cnekmpogomomempisi
CDR3 abo npomoyna
yumocgyopumempisi

(THK).

Obossazkose:

- 3acanvhuii ananiz
Kposi 3
JIeUKOYUMAPHOIO
gopmynoro (0,5 mn
EJ[TA).
-ObcmedicenHs Ha
BLI (I1JIP).

- 3acanvhuil auaniz
ceul.

- Ananiz kany Ha
AUYsL 2e/IbMIHMIE Ma
yucmu
HAUNpOCMiuiux
Minimym 3-4i 3
inmepsanom 1-2
ooou.

Baorcane:

- V akocmi
@yHKYioHaAbHO2O0
mecmy 05 oimeti 3
einomop@rum TKI/]
Modice bymu
KOPUCHUM
nposeedeHHs npoou
Maunmy ona dimeil,
saxyunosanux BIK
(OiacnocmuyHum €
He2amueHuu
pe3yrbmam,).

Obossszkose.

- Obcmedicenns Ha
BlJI,
yumomez2anosipyc
(IgG), 6ipycHi
eenamumu A, B
(HBsAg, anmu-HBs
aumumina, aumu-
HBcor), C (anmu-
BI'C IgG/M) mamepi
ma NOMeHUilHo20
POOUHHO20 OOHODA.

- Pencenocpacpis
02aHi8 epyOHOT
KILIMKU OA
0021510aNbHUKA.

- ['enemuune
obcmedicenHs
bamuvkie ma cubineie
OJ151 BUABTIEHHS XBOPUX
V POOUHI, BU3HAYUEHHS
penpooyKmuGHUX
PUBUKISE.
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- Mamepuncoke

NpUMNCUBNEHHSL (2 ML
EJITA).

1 koucynomayis

T'enemuune Ilposooumucs 0o ma nicia | Koumpayenyis ons Iloopyarcoics mae
KOHCYIbMYBAHHA | MOJEKYIAPHO-CEHEMUUHO20 oamokie. V pazi supiwumu, K
POOUHU obcmediceHHs. NJIAHY8AHHS 3anobiemu
HACMYNHOT HAPOOAHCEHHIO XBOPOT
gazimnocmi OUMUHU:
002080pUMU PUSUKU. cmepunizais,
KoHmpayenyis,
npeimMnianmayiuna
olazHocmuxka,
npeHamanbHa
diaeHoCmuKa.
I'enemuune CeksenysanHs 6cb020
obcmedicents exzoma + J{HK-mikpouun +
inwi yinvosi mecmu (0,5 mn
EJITA)
Baxyunayia 3aboponeni sncusi sakyunu (BLPK, pomasipyc, Llam’ smamu, wo
nayienma KIIK, éimpana gicna, scoéma nuxomauka). BAKYUHAYIS HCUBUMU

L]ennenns iHakmugoBaAHUMU BAKYUHAMU
NPUNUHUMU NICTISL 6CMAHOBIEHHS 0IA2HO3Y
(Manoumosiprna Kopucms).

BaAKYUHAMU
3a60poHnena.




29

3amicna mepanis

Buympiwmnvosennuii

3a eiocymuocmi

Cmeorcumu 3a ycima

003YBAHHSIM.

npenapamamu imynoenoodynin 400-600 aKmueHux ingexyii peaxyismu Ha
IMYHO2TOOVNIHY Me/Ke KOdCHT 3-4 mudicHi 3AMICHY mepaniio 66€0€HHS
abo NiOWKIipHul MOIUCHA NPOBOOUMU IMYHO2T00YIIHY.
imynoenooynin 1 pas na s0oma niowkipuum | Iliowxipne e6edeHns
MUMNCOeHb 8 eBiBAIeHMHILL IMYHO2TO0OVIHOM 8 MOodice nposooumu
003i. Konmpons 003i 100-150 00271510AIbHUK NIO
nepedinghy3iliHo2o pigHs Me/Ke/mudicoens. KOHmMpoJiem
1gG womicays. MeOUu4H020
nepcoxany nicisa
HABYAHHSL.
IHpoginakmuka | Ko-mpumoxcazon 5 me/xe/0 Monimopune Jasamu cycnensiio 3
NHEBMOYUCMHOT 3a MPUMEMOnpUMom y 2 BUKOHAHHSL pospaxyuxy 0,3 mi/xe
-§ NHEe8MOHII nputiomu (3 OHiI Ha pexomeHnoayil ma 3 pazu Ha mudicoeHb
§ MuNCOeHsb) susNeHHs nobiunux | nicas iou o 8.00 ma o
2 peaxyitl. 20.00, 3anusarouu
= abo .
g BENUKOIO KILKICIO
4 Jletikosopun 15 me/m? 1 pas PIiOuHuU.
= Ha mudicoens (v pasi
PpabiuHOoI Oii Ha
mpumemonpumy /
cynvghamemorcazon)
Ipogpinakmuka | I3oniazuo 10-15 me/ke 1 p/o Monimopune Jlasamu wooenro
BIDK-ingexyii ma BUKOHAHHS JIIKU 8 0OUH [ MO dce
(Ons Pugamniyun 10-20 me/ke 1 |  pexomenoayiu ma uac. Cmedicumu 3a
BAKYUHOBAHUX p/o. BUABNEHHS NOOTYHUX micyem eakyuHayii
dimett) ) . | peakyit. Peyenm na BIDK.
Monimopune axmusnocmi ————
BIDK-ingexuyii. .
NOPOWIKI6 3
nompionum
003Y8AHHSAM.
IIpoghinakmuka @nyxonazon n/o 3-6 me/ke Monimopune Jlasamu wooenno
2pubK080i (rkoorcni 48 200 <1 wmic, BUKOHAHHS JAIKU 6 OOUH I Mol Jce
inpexyii KoofcHi 24 200 >1 mic). pexomenoayil ma uqc.
‘§ 8UABNIEHHS NOOTUHUX Yuuxamu
§ Bmopunna npog@iﬂakmuka peaxyiil. NOMPANIAHHA COHY
S| npu acnepeinposi: Peyenm na Ha WKIpy npu
Q impaxouaszon 2-5 me/xe/0 npUeOmy8aHHs NPULLOMI a30.186.
S NOPOWIKIE
~ @arokonazony 3
nompioHUM
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iniyiayii koncuniymy MIIT’
3 Memoio UHAYEHHS
MaKmMuKu 6e0eHHs
nayienma.

IIpoghinaxmuka Ayuknosip 40 me/xe/0 Monimopune Bukownysamu
2epnemuyHol BUKOHAHHS pexkomenoayii.
iHexyii pekomenoayiti ma
8UAGNEHHS NODIYHUX
peaxyiul.
Ipoginakmuxa Ianisizyma6 15 me/ke
RSV nio uac BHYMPIUHLOM 3080 KOJCHI
CE30HY 4 muoicHi (npu HaseHocmi
npenapamy)
1liomeepooscennsn | Illiocomoexka naxemy Hiompumxa poounu. | Ceoeuacro
diazHosy OOKYMEHMIB: 38epHymucs Ha
Ilponaeysanns
. HOBMOpPHY
- KOHCYTbMamueHul O0oHopcmea .
) ) ) KOHCYIbMAayito
BUCHOBOK JIIKAPA-IMYHOI02A | KICMKOB020 MO3KY
POOUHOIO 'y NOBHOMY
oUmA4020; )
cknaoi. Bymu
- pe3yibmamu iMyHOZpamu. 20MOoBUM 00 30aui
) ) KpO86i.
3a6ip kposi oumunu (2 mn
Kpoei 3 nepugepuyroi 6eHu IIpouumamu ma
Y CmMepuibHy np06lpKy 3 nla”ll/lcamu 32001/[ HA
anmuxoazynaumom EDTA), 3a0ip kposi ons HLA-
cubnineie ma 6amovKie MunyeanH.
(Minimym no 4 ma 6
] npobipxy EDTA) ona HLA-
=
g MUNY8aHHs, MapKy8aHHs
S ma HanpasieHHsl.
=
=|
Q
S Loxymenmu ma xkpos
: HAOCUNarOmvcsl 8
Excnepmnuuii yenmp
HEOHamanbHO20 CKPUHIHZY.
Koncuniym He ouixyrouu pezynomamy
MYTbMUOUCYUNTTH niomeepoiCyouol
apHoi epynu 0Ia2HOCMUKU, 38 SA3AMUCH 3
cexpemapem MJ[I"
(Tpoghimosa Mapuna
leopiena, men.
+380930107774) ona
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3e00a na TI'CK llosicnenns cymi Ilcuxonoeiuna Tpuiinamms piwenns
npoyedypu ma OOHOpcmaead, | NiOmpumKa pooOuHu wooo TI'CK ma
= pusuxie TI'CK, nacniokie y ma 0oHopa. oonopcmea. Y pasi
S| pasi iomMosu. 8IOMOBU PO3YMImMU,
N wo 3a2ubenb OUMmuHU
= € HeMUHYHOTO.
T
S
o
Cnocmepesicenns Ll]ooenune (npu Oen30 He piowe 1 L]inooobose. [Ipu
CMayioHapHomy JiKY68aHHi) | paszy Ha mudicoens + | nossi capauxu,
/ womuoicnese (npu UWOOEHHO 300UWKU, BUCUNKU,
amobyiamopHomy OUCMAaHYIUHO. cmomamumy,
cnocmepedCcenti) — Kposomeui,
MOHImMOpuHe Qizuuno2o NONCOBMIHHA,
PO3BUMKY, IHpeKYill. 810MO8U 610 1M4Ci,
§ Oiapei, bar06anus,
§ Tepmomempis, nynbcokcumempis, niOpaxyHox conaueocmi, smpamu
2 yacmomu OUXawHs ma nyasvcy. Ayckyibmayis ceioomocmi uu )
= necenb. Omockonis. O2na0 WKipu ma Ciu308ux. HEGNUHHOMY NIatl
§ Bumiproeanus macu, 3pocmy ma okpyscHocmi HEcAUnO 36EPHYMUCA
) eonosu. OYinKa eKcukosy. 3 Meou 1010
00NnOMO2010.
Kpeamumnin, cewosuna, Bazanvrnun ananiz
oinipyoin, AnAT, AcAT, KpO8I wjomicaysi.
eama-
2Nymaminmpancnenmuoasa
— 1 pa3y 3 micayi
Iliocomoexa 0o | Canayis 3y6is 3a 10-14 onie 0o nouamky mepanii 1Tiocomysamu
TTCK KOHOUYIOHYBAHHS. HeoOXiOHI peui

(Ooxymenmu, 0052,
3acobu 2izieHu,
iepawxu). Bymu

20MOBUM 00
mMpusanoco
nepedy8aHusa 3
OUMUHOIO 8 NIKAPHI 8
YMOBAX NOBHOT
i3o01aYil.
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ONPOMIHEHHA npenapamis

Toorcummesuu Baxyunayia nicna TI'CK. Pezynapuo
cynposio Mounimopune 6i00aneHux HacioKis. 8iogidysamu
IMYHONI02a
Jixysanns 3abip 3paskie 0nsa Kyibmyp Monimopune Ipu natimenwiti
iHexyitl KPOGI, IKEOpY, iHexyitinoeo nioo3pi Ha iHgexyiio
MOKPOMUHHSL cunopomy. ¥Ypeenmua suxnuxamu 103,
(bponxockonis), ceui ma eocnimanizayis npu NOBIOOMUMU CBOCO
kany. Emnipuuna 0y0b-sKill iHGheKyil. cimetinozo nikapsi /
napenmepanibHa mepanis nediampa ma
AHMUOTOMUKAMU WUUPOKO2O iMyHONO2A.
cnekmpy nio uac 3aesoicou mamu
OUIKYBAHHA Pe3yIbmamis CKAao0eHi peyi Ha
baxmepiono2iuHoeo BUNAOOK
0OCmediceHHsl. eocnimanizayii.
Tpumamu meouuni
§ 0OKyMeHmu OUMuHU 8
§ NOPSAOKY. @mcyeaiﬁu
5 Y WOOEHHUKY YCi
§ BIOXUNICHHS 8
’§~ 300p08’i, peakyii Ha
S JKU.
=
gl
3| Ipoghinakmuka llacuena excmpena Cubnineu maromo 1lo moorcnueocmi
| gimpsnoi sicnu imynonpoginakmuxa BBII” oymu abo i301106amu OUMUHY 3
6 0031 200 me/xe y Cepono3UmMuUBHUMU, TKI/] 6i0 iHwux
Haubnuodicui 7 OHIe nicas abo 6aKYUHOBAHUMU oimeli, 0cobaUB0
KOHMAaKmy, AKuo nicis npomu impsAHoi CepoHe2amueHux 00
nonepeoHvoi ingy3ii gicnu. Pemenvro 8ipycy 6ImMpAHOL
MUHY0 HOHAO 14 OHis. 00MpPUMYBAMUCH VCIX sicnu.
Ayuxnosip nepopanvro 6 | cmpoxkia izonayii (11-
0031 10 me/xe 4 paszu na 21 Oenv), aAKwo oHu
000y npomseom 7 OHie 3 7 | Oyau y Konmaxkmi i3
no 14 oemnsv nicns X8OpUM HA GIMPAHY
KOHMAKmMy 3 X60pUM Ha gicny
BIMPAHY BICH).
Jlikyeanns Ilpeonizonon 1-2 me/xe abo Monimopune Buxonyeamu
cunopomy OmeHna | YukIOCnopuH abo camma- BUKOHAHHSL pexomeHOoayii.
© inmepghepon pekomeHoayitl ma
3 8UABNEHHS NODIYHUX
§ peaxyiti, 0cooauso
§ inghexyitl.
=
I'emompanchysii Dinempayis abo Harikpawumu

O0OHOpaAMU KPOBi €
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kpogi (25 I'p) ons

HLA-cymicnuii

3010HeHHs HA etKOYUMU. poouu, He
iHhikosanul
(ceponecamusnuii)
YUmome2aiosipycom.
eporcasna Ilpuznauaemocsa 32iono 3 | Iliocomoska Bumpauamu xowmu
coyianvbHa posoinom XVII, nynkmom 3, | 0okymenmis 0/ 3a NPUBHAYEHHSM.
donomoza nionynkmom 3.12 nakazy | Jlikapcoko-
MO3/MIICII/M®Y Ne KOHCYIbMaAmMuHoi
454/471/516 6io 08.11.2001 | komicii
DOKY.
Icuxonozciuna Inousioyanena ma cimetina | Inousioyanvna ma 3abesneuumu
niompumxa ncuxomepanesmuyHa cimetina niOmpumKy ma 110608
becioa. 3a 3200u ncuxomepanesmuita X8Opitl OUMUHI.
nayienmis, sAKi Maromos becioa. Buxopucmamu yci
nozumueruti 0oceio TI'CK, pecypcu, wob
JIKap Modice Haoamu Ha8UUMUCsl
MOdACIUBICMb 015 CNpasIamucs 3
% KOHchZl?maLﬂ'i. «pieHull MPUG020I0 i CIpecoM.
S| DIBHOMY». Hl@yeéfHHﬂ npo iHuUX
o dimell y poOuni ma
'3 00UH NPO 0OHOZ20.
3
-§ Iliompumka 'O «Bceykpaincoka acoyiayis oumsauoi 1I'O «Piokicui imynni
S IMYHOLOCITY € BAACTUBUM PECYPCOM O OCBIMU Ma 3aX80PIOGAHHI) -
niompumxu nikapie. Konmaxmu: m. Kuis, sy pecypc 0713 ocgimu ma
boeamupcwra, 30; https://www.vadi.org.ua. RIOMpUMKU nayieHmis
Hesxi obnacmi maroms c6oi ocepedxu. ma cimeti 3 ycima
8UOAMU NEPBUHHUX
iMyHOOeiyumis.
Koncynomyeanus 3a
NPUHYUNOM «PIGHUL
pienomy». Konmaxmu:
M. Kuis, 6y
Jlesanescvroeo, 0. 4,
k6. 65/1; +38 (044)
515-54-85;
http://www.ngo-
rid.com.
Ilaniamuena IIposooumucs 8i0 MOMeHmMY 8CIMAHOBNIEHHSA OiACHO3Y:
oonomoza e oyiHl08aMU Ma ycyeamu Oinb;

e 3abe3neyysamu OUMUHY XAPUYBAHHAM Md PIOUHONO,
e 3abesneuysamu 002150 3a WKIPOIO | CAUZ0BUMU 0DONOHKAMU,



https://www.vadi.org.ua/
http://www.ngo-rid.com/
http://www.ngo-rid.com/
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diacHocmuka (v
oimell, AKUM He
npoB8oOUIU
HEOHamanbHu
CKPUHIH2)

npobipku 3 nampiem eenapurom ma K2/3EJ{TA)
NPUICUMIMEBO AO0 BIOpA3Y NICAs CMepmi.
Bunyuumu 3 apxiey kapmy HeOHamMaibHO20
CKPpUHIH2Y (CyXa nasma Kposi).

(6iomo6a 6i0 e 3anobicamu BUHUKHEHHIO MA YCY8AMU CUMNIMOMU MPUBO2U,
TI'CK) giouymms cmpaxy, 0enpecii.
Tlocmmopmanvha V3amu minimym 2 3paska kpoei (no 5 muy

Pexomennariii no croco0y >KUTTS POAMHU, BAMOTH 0 METUYHOTO MEPCOHATY

Exementn
CYNPOBOY

Jlikap-MyHOJIOT TUTSYUN

[Meniatp / cimeitamit

JiKap

Poauna

locniTamnizanis B okpemMuid
Ookc / manary.

[3omamnis

SIKIo cTaH DUTHHU
JI03BOJIA€E, 3a0€3MMeUnTH
130JIA1LII0 BIOMA, B
OKpeMili KiMHaTI 3
JIOTJISITAIbHUKOM

Jlorms 31iiCHIOE
OJIH 3JI0POBUIA
YJICH POIVHH.
[Iporynsanku Ha
BYJIMIII Ta
BiJIBiTyBaHHSI
IPOMaJICBKUX
MicCIIb 3a00pOHEHI.
[30ms111s Big
TiTel, B TOMY
YHCJI1 CUOJIIHTIB.
Komuux rocrem.

Bumoru no
OMEIITKAHHS

baxaHno crepunbHuii OOKC.

BiaBigyBanus

MOJTIKJTIHIKY 3a00pOHEHE.

Oxpema KiMHaTa
0e3 pocIuH,
JIOMAIITHIX
TBapHH, KWINMIB.
Perynsapue
IPOBITPIOBAHHS.
Illoaenne BoJIOTE
npuOHpaHHs 3
ne3nH(DIKyIouuM
PO3UHHOM.
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Irpamiku Ta
irpoBa 30Ha

B nikapHIo mpuitmMaroThCst Hapuanns 6aTbKiB. Irpamku crin

nuiie 00poOJIeH] irpamku MUTH TIEpEe]] TUM,
JUTS 1HAMBITyaTbHOTO SIK TX IPUHECTH B
BUKOPHUCTAHHSL. KIMHATy, a MOTiM
3a00pOHEHO BiJIBIIyBaHHS 1 pa3 Ha THXKICHB.

ITPOBHX JIIKAPHIHUX TexctuibHi a60
KiMHaT. TUTIOIIEB] IrpamiKu

MUIOTHCS B

rapsiaoMy UK
MpajJbHOI MalllMHU
(XOOTHUH TUKIT,
SIKIIIO TIPAHHS 3
MpAIbHUMH
3acobamu y
HaJIEKHHUX
KOHI[EHTPAITISX ).
JKopctki
I1JIACTMACOBI
irpamku
OYHUCTHUTH Y
TEIIIA MUJIBHIN
BOJII 3a
JIOIIOMOT OO0
IIITKH, IPOMHTH
YHUCTOIO BOJOIO,
3aHYPUTH B
M'IKMH PO3YMH
B101IIOBaYa
npotsirom 10-20
xB. 3a00pOHEHO
BUKOPHUCTOBYBATH
ITpaIKy JJis
BaHHU M1 4ac
KyHaHHs TUTUHU.
Kauramu ve
IUTUTHCS,
ne3iHpikyBaTu
OOKIIaINHKY.
Kpame
KOPHUCTYBaTHUCS
SJICKTPOHHOIO
KHUTOIO.

[iriena pyx

[lepen BxomoM i miciist BUXOAY 3 KIMHATH / KBapTUPH / TaiaTu; 10 1 Micis
KOHTAaKTYy 3 MAI[lEHTOM peTebHa Tiri€Ha PyK - MUTTS Ta 00poOKa
aHTHUCENTUKaMU Ha OCHOBI criupTy. CIiJi yHUKaTH HOCIHHS KaOIydoK,
HITYYHUX HITTIB 1 KJIEHOBUX MOB'SI30K.
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T'iriena baxxano kopucrtyBarucs IloTrxkHEBHI OTIIS [lonennuii aym
HIKipH Ta OKpEMHM CaHITapHUM CIIN30BUX 00OJIOHOK Y a0o BaHHa,
CIIM30BUX BY3JIOM, PO3MIILIEHUM B JTUTHHH. IiAMUBaHHS MiCIs

rmaJyari, I 301HCHEHHS KO>KHOT
PYTHHHOTO JIOTJISITY. nedekTarii.
3BOJIOKEHHS
HIKipH
eMOJTIEHTAMH.
IloaeHnuit ormsi
HIKipH Ta
cnu3oBHX. ['irieHa
MOPOKHUHM POTa
/ 3y0iB.
I'pynue Ceponoriyie TecTyBaHHs MaTepi-ro1yBaJbHHUII Ha [Tepen
BUT'0JIOBYBaH BIJI Ta nuTomeranoBipyc (excriepruza 0OMiHHOT IPUKIAJaHHAM
Hs kapTH). CepoHeraTBHI MaTepi MOXKYTh MPOJIOBXKYBATH | JUTHHU J0 TpyAen
TOJlyBaHHS 32 YMOBHU JOTPUMAHHS TiTi€HU PyK Ta peTeNbHO BUMHUTH
MOJIOUHHUX 3aJ103. PYKH Ta MOJIOUHY
3as03y. l'ogyBaTn
3a BUMOT'OIO
(MiHiMyM 8 pasiB
Ha J100Y).
XapuyBaHHS VY pa3i 6iKoBO- Mae BiANOBIATH BIKY. 3abe3neunT
€HEePreTUYHO1 ITpu manpabcopOIIii — roJyBaHHs 5-6
HEJ0CTATHOCTI — OMOJIOIKEHHS JIE€TH, pasiB Ha JCHb
JKyBaJIbHE EHTepaJIbHE, a JIKyBaJIbHI CyMmili, JIMILIE CBIXKE
IIPU CUHAPOMI 1JBUIICHHS MIPUTOTOBAHOIO 1
MaJibabcopO1Iii 3 €HEepPreTUYHOI LIHHOCTI TEPMIYHO
eIUTOM MacH Tijia — partiony Ha 20-30%. 00po0IIeHOIO
4acTKOBE a0 MOBHE Heiirponeniuna nieta. DKer. YHHUKaTH
MapeHTEepATIbHE KOHTaMiHaIli i1
XapuyBaHHS. mijg yac
MIPUTOTYBAaHHS Ta
30epiraHHs.
PerenbHo MutH
OBOUI.
Bumorn no Orusin B cTepuiibHOMY ITarponaxk B1oMa JornsnanbHuk
MepcoHay OJTHOPa30BOMY XaJlaTi, (BKJTFOYHO 13 3a00poM Mae OyTH B
MacIli Ta pyKaBU4Kax 010JI0T1YHUX 3pa3KiB HA | YHUCTOMY
JIOCIIJIKEHHS). JIOMAIIHbOMY
015131, pyKu

PETCIBHO MUTH Ta




37

00pobATH
AHTHCEIITHKOM.
Canarris OO00B’s13k0Ba YMOBA JIOMYCKY 110 pobotu. Ciia O060B’sA3K0Ba
3y0iB Ta PETYIISIPHO MPOXOJAUTH METUYHUI OTIIS. YMOBa JIOMYCKY
BOTHHII] JIO TOTJISTY 32
iHpeKmil JUTHHOIO.
y TIepCcoHaTy CrnigkyBatu 3a
/ poauHA CTaHOM 3YOiB Ta
310pOB’ M.
Baknunaris | 3riqno Kanenmaps + npotu | 3rigno Kanennaps + 3rigno Kanenmaps
nepcoHaity / TPUITY HIOPOKY. MIPOTH TPUILY IIOPOKY. + IpoTH TpUIy
pOAMHHI B i mjopoky, COVID-
aKIIMHYBATH YJICHIB .
1t yllf[ : 19 koxmHi 6-12
WHH. BIpT .
pon CpeBIpTC MiCHALIIB.
cTaTyC BakIIMHAIT Ta .
YC BaiiHalll CubmiHru MarTh
[IPOBEIITH ridg .
POBCAITE CCPOJIOTTAHC OyTH BaKIIMHOBaHI
TOCIIIIKEHHS, SKIIO BiH
N IPOTHU KODY,
HESICHUI;
. | KpacHyxH,
PEKOMEHIYETbCS TOBHUMN
MapoTUTY Ta
Kypc BakuuHauii KITIK ta | . S
BITPSTHOT BICTIH.
VZV; Bakuuny KITK
5 3a060poHEHO
MO>KHA BBOJUTH B b-
° o 4 BBOJITH B Oyl memniaenus OI1B
SIKMH 4yac; He CIIif
Ta BaKIMHOIO
KOHTAKTYBaTH 3 XBOPUM
OHTAaKTYBaTH 3 XBOP npoTH
Ha TKI/I, sxmo B .
. . . poTaBipycy.
IMYHI30BaHOI TPOTH
BITPSIHOT BiCIIH 0cOOU
3'IBUBCS BUCHIL, IOKHA
BiH He 3HHUKHE.
HaBuanus Koncynbryerbes 3 Koncynbryerbes 3 Koncynbryerbes 3
KOJIETaMH, SIK1 MalOTh IMYHOJIOTOM. IMYHOJIOTOM,
nocsin gikyBanHs TKI/I. HaBuae ponuny. neaiaTpom /
Haguae poauny, ciMeHUM
KOHCYJIbTY€ TIe1aTpiB JiKapeM.
/ciMetHUX JIIKapiB.
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Komenmap pobouoi zpynu:

Jlikapcvruii 3acib KO-mpuUMoKca3of — ye KOMOIHOBAHUL TIKAPCOKULL 3ACI0, AKUL MICIMUMb ) CBOEMY
cknaoi cynvpamemorcazon+mpumemonpum. Midxcnapoouna HenameHmo8ana HA36d JiKAPCbKO20 3ACO0Y
JelUKo8opur - Kanvyito ¢oninam. Ha momenm po3pobku KIiHIUHOI HACMAHOBU NIKAPCbKUL 3ACi0O
nanigizymad 6 Yxpaiui ne sapeecmposanuii.
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TI'CK

3aranpHa BIKMBAHICTH CKJIaaae mpuOnm3Ho 95% y mamieHTiB, siki nepenecnu TI'CK 3 mpuBoxy
TKI/ BripoioBxk nepmmx 3,5 micsmiB xkutTs.[8] [10]

TI'CK Bin noHopa-poanda, CyMiCHOTO 3a JelkouuTapHuM anTureHoM oauan (HLA) BignaeTses
nepeBara, 1 YMCICHHI JOCIIHKEHHS OKa3allH, 0 BOHH MOKa3yIOTh Kpallle MPHKUBIICHHS, BiTHOBJICHHS
IMYHITETy Ta 3arajbHy BH)KMBAHICTh MOPIBHSIHO 3 HepoguHHUMU HLA-cymicHuMu abo poIuHHUMHU
HLA-unecymicaumu gonopamu.[10] [24] [49] [50]. IT'sTupiuyna BrKMBaHICTh HAHOIIbIIA CEpel THX
MAIIEHTIB, SIKI OTPUMAJIA TPAHCIUIAHTATHU BiJl BIAOBIIHUX TOHOPiB-poaudiB (97%); mopiBHsiHHA nudpa
JUTS TIALIE€HTIB, SIK1 OTPUMYIOTh TPAHCIUIAHTATH Bl HECIIOP1AHEHUX JTOHOPIB, CTAHOBUTSH BiJ 58% 10 79%
(3aJIe)KHO BiJ JKepela TpaHCIUIaHTaTa Ta BUCHaKeHHs T-xmitun).[10]

Ha sxainp, nporokonu 3 TI'CK y mamientiB 3 TKI/J] He € yHidpikoBaHMMH 1 GaraToleHTPOBI
JOCIIJDKeHHsT HeoOXimHi ams (opmamizamii JIiKyBaHHS Ta OTPUMAaHHS CTAaHAAPTHHUX ONTUMAIBHUX
migxomiB.[49] [51]

3amicHa eH3UMoOTepanis

[Mamientn 3 nedimurom aneHosuHae3aminazu TKIJ[ MOXyTh MPOWTH 3aMiCHY €H3UMOTEPAIIiio
neriiboBanoo aaeHosuHae3aminazor (PEG-ADA). [52] Oanak 11 HE € OCTaTOYHUM JIKYBaHHIM i
CIIY’)KUTh THMYAaCOBHM 3aXOJ0M, JOKM HE Oyne NpOBEJEHO OCTAaTOYHE JIKyBaHHS (HAIpPUKIA,
TI'CK).[12] [52]

[Tokazano, mio usikyBaHHs [IE[-AJIA 3HWXKye KUIbKICT JIM(POTOKCHUYHUX METa0OMITIB
(ameHO3UHY 1 JI€30KCHAECHO3MHY) 1 BiTHOBIIOE akTUBHICTH (hepmeHTiB.[53] PEG-ADA nocrynna sk
enarierajziemMasa, pPeKOMOIHAHTHA aJICHO3MH[E3aMiHA3a Ha OCHOBI aMIHOKHCJIOTHOI ITOCIIIOBHOCTI
BEJIMKOI poratoi XyJo0u Ta KOH IOrOBaHOTO TOMOHOMETOKCHIIOIIETUIICHTIiKOII0. BoHa cxBaneHa s
nikyBanus ADA TKI/I.

JIOBrocTpoKoOBi pe3ynpTaTH y MauieHTiB, ski oTpumyBain PEG-ADA, npocnekTUBHO He
BUBYAJIMCS, ajleé BIJHOBIIEHHS IMYHITETY, 37a€Tbcs, € 3MIHHUM.[54] VY eBponeiichkiii koropti 40%
namieHTiB, ski orpuMmyBanu PEG-ADA mpoTsirom OAHOrO poky, NOTpeOyBalu MpPOAOBKEHHS
IMYHOIJIOOYJIIHOBOT 3aMiHM, a 3arajbHa BH)KMBAHICTb cepel THUX, XTO oTpumyBaB nuiie PEG-ADA
(To6to 6e3 TI'K), cranoBuna 85% [55]. Y maiieHTiB, Kl OTPUMYIOTh €H3UMO3aMICHY TEparlito 3 IPUBOAY
nedinuty agenozune3aminasu TKII, mocTynoBo po3BUBa€eThCS 3HMKEHHS piBHA T-KIiTHH, B-KIITHH 1
OPUPOJHUX KIIITUH-KUIEPIB 13 CyOONTUMAIBHUMU MpoipepaTUBHUMU BiANOBiAsIMHU [53].

Komenmap pobouoi cpynu
Ipenapamu ons 3amicHoi en3umomepanii Ha OaHuu yac 6 Yxpaini He 3apeecmpoBai.

I'enna Tepamnis

['enna tepamis ycmimHO BHKOpHcTOBYeThes sk mpu TKIJ 3 gedinurom aneHo3uHae3amiHazu
(ADA- TKIM), Tak i mpu 3uemieHomy 3 X-xpomocomoro TKIJI. [56] [57] [58] YV 2016 pori B €Bporri OyB
CXBaJICHUH MTPOTOKOJI T€HHOT Tepatii, IKuil Mo }iKye ayToaoriuHi cTOBOYPOBi KJIITHHU 111 OTPUMAaHHS
ADA (Strimvelis®), nns mikyBanHs ADA- TKIJ y Tux, XTo He Mae BIAMOBITHOTO JOHOpA IS
TpaHcIulaHTalii cToBOYpoBuX KITHH. [59] g pexomeHpamis IpyHTyBajacsi Ha JOCHiKeHHI 12
MAII€HTIB, SKI OTPUMYBaJIM T'eHHY Teparito Strimvelis®, yci BOHU Oyau *HUBI MPOTATOM CEPEAHBOIO
nepiony crocrepexenss 7 pokis. [Ipo nepiue ycrinHe BUpoOyBaHHs T€HHOT Teparii Mpu 34erICHOMY
3 X-xpomocomoro TKIJ] 6ymo mosimomiteno B 2000 porri. [56] IIpomikoBaHO JecsATh MAIli€HTIB; y 8
HalieHTiB 0y/I0 BIJHOBJIEHO KIJIBKICTh T-KITHH 13 HOPMaJi30BaHOIO (DYHKIII€I0 Ta PI3HOMAHITHICTIO.
Kpim Toro, HopmanbHHiA piBeHb IMyHOTJI00YIIHY criocTepirascs y OUIbIIOCTI MaieHTiB. JloBrocTpokoBe



40

crioctepekeHHs (Big 8 10 11 pokiB) He BUSABMIO reHOTOKCHYHOCTL.[60] ¥V kinbkox mariieHTiB 3 TKIJI
3UeIIeHUM 3 X-XpOMOCOMOIO MICJIs TeHHOI Teparii po3BUIIacs JEHKeMist 4epe3 peTpoBipyCHY BCTaBKY
Ta MOJIAJIbIITY aKTHUBAIIIF0 TPOTOOHKOTEHIB [56]. HaBnaku, Ha ChOTOAHIIIHIN J€HB HE MOB1IOMIISIIOCS TIPO
JeiikeMiloy aitedd 3 reHHoro Ttepamiero 3 npuBogy ADA-TKIA. HoBi migxomu 3 BHKOPHCTAHHIM
aNbTepHATUBHUX NUIAXIB JIOCTaBKM, TaKUX SK JICHTUBIPYCHI BEKTOPHM Ta peJaryBaHHsS TI€HIB,
TocTipKyroThess moao X-3B’si3anoro TKIJ, Artemis- TKIJ, IL7R- TKIJ, RAG1- TKIJ i RAG2-
TKII.[61]

JSP191

JSP191, HOBEe MOHOKJIOHAJIbHE aHTUTIIO, BUBYaeThbca y mamieHTiB 3 TKII, skumM mpoBoasTh
TpaHcmianTamiro remonoetndnux ctoBOypoBux kiiTuH (TI'CK).[62] JSP191 3B's3yetscs 3 CD117,
KWW, y CBOIO 4epry, Osokye CD117 Bix 3B'i3yBaHHS 3 ()aKTOPOM CTOBOYpPOBUX KJIITHH. be3 1poro
3B’A3yBaHHS T€MOIOETUYHI CTOBOYPOBI KIIITUHH OYMINAIOTHCS BiJ KICTKOBOTO MO3KY, 3a0€3Meuyryun
MOPOXKHIA TPOCTIp AN TpaHCIUIAHTAIll TOHOPCHKUX a00 T€HHO-KOPUTOBAHUX TPAHCILIAHTOBAHUX
kiaiTiH. JSP191 oTpriMaB mpuckopeHe yXBaJeHHS Bil YIPaBIiHHS 3 KOHTPOJIO 3a SIKICTIO XapuOBHX
MPOIYKTIB 1 MeIuKaMeHTiB Juid JikyBaHHs namieHTiB i3 TKI/, axi npoxoasts TI'CK.

IlepBunHa npodisakTuka

['eHeTnyHEe KOHCYIbTYBaHHS IMOKa3aHo B ciM'sx HeMoBisT 3 TKIJ.[21] IlinBuinena muibHICTH
BumnpaBaana moa0 HemoBIAT i3 TKIJ B ciMeliHomy aHamHe31 a00 paHHBOKO JHUTSYOK) CMEPTHICTIO
(<2 pokiB) B ciMeliHOMY aHaMHe31 yepe3 iH(eKIlit0 ab0 3aTPUMKY PO3BHUTKY.

OO0roBopeHHs1 Nali€HTIB

barbky MOBHMHHI Hamaratucs 3BeCTH J0 MiHIMyMy BIUIMB iH(ekuii. [nsg nporo cmin
BUKOPHCTOBYBATH KU TYCHY 1 (PIIbTPOBaHY BOAY JUIS MPUTOTYBAHHS CyMilli Juis royBaHHs. Matepi
HE NMOBUHHI rOIyBaTH IPpyAbMH, K10 He Binomuii IMB ctatyc. Cnij yHUKaTH YCiX KUBUX OCIA0JICHUX
BakuuH.[4] Kpim Toro, Oyip-sika BBEZIeHa KpOB 200 MPOAYKTH KPOBi MOBUHHI OyTH ONpoMiHEH1, 301 JHEH1
Ha jieikoruTH, Big [IMB-HeraTuBHUX JOHOPIB.

MomniTopunr

Jlikapi, 110 3aiiMar0ThCs TPAHCIIJIAHTALIE0 KICTKOBOT'O MO3KY, TOBUHHI PETEJILHO CIIOCTEPIraTu 3a
MalieHTaMy o0 1H(EKIIHA Ta 03HAK 1 CAMITOMIB PEAKIlli «TPAHCIUIAHTAT MTPOTH TOCTIOIAPS».

JlocTynHi KOHKpETHI pEeKOMEHJAlil MI0JI0 CKPHHIHTY Ta BEACHHS MNeIIaTpUYHUX 1 JOPOCIIUX
nanieHTiB 3 TKI/, siki oTpuMyBaiin TpaHCIUIAHTALIII0 TEMOIIOETHYHHUX CTOBOYPOBUX KIITUH.[21]
YceknaaHeHHs
Panns cMepTHicTH
Sxmo He nikyBat, TKIJ] 3a3BHuaii mpu3BOIUTH 0 JIETAIILHOCTI Ha MEPILIOMY POLI JKUTTSL.
Yacosi pamku KOpoTKi. IMOBipHicTb BHCOKA.
Peakiiisi «TpaHCIUIAHTAT NPOTH TOCIOAAPSD)
PTII" MOXHa PO3IIIMTH Ha TOCTPY, HiArOCTPY Ta XpoHiuHy (asu. MMOBIpHICTH yCKIIa[HEHD,
MOB'SI3aHUX 3 TPaHCIUIAHTAII€I0, 3aJeKUTh BiJl Yacy TpaHCIUIAHTallli Ta Big Toro, 4u OyB
TpaHCIIaHTaT cymicHUM 3a HLA, uu Hi.
O3Hak¥ BKJIIOYAIOTh BUCHITAHHS, T€MAaTOCTNIEHOMETATII0 Ta €03UHO(1Ti10.[34]
Yacosi pamku BapiaGenbHi. IMOBIpHICTS cepeHsL.
HecnpomokHicTh TPaHCIJIAHTATA
VY nocnigxenni Koncopuiymy 3 jgikyBaHHS epBUHHOTO IMyHOAepinuTy 18% 13 3araiapHOi KOropTH
noTpedyBaiy Ipyroi TpaHcmiaaHTamii npotsaroM 5 pokis.[10] Pusuk OyB HallHMKYKUM cepell THX,
xTto otpumyBaB TI'CK Big CyMICHOrO pPOAMHHOIO JIOHOpA. BIANOBIIHY TpaHCIUIAHTALIS
JTIOHOPCHKUX TEMOIMIOETHYHUX CTOBOYPOBUX KJIITHH BiJl PiIHUX.
Yacosi pamku BapiaGerbhi. IMOBIpHiCTb HE3bKA.
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YcekiaaaHeHHs
YcKIaAHEeHHHA Yacosi pamkn | HmoBipHicTs
PanHsi cMepTHiCTH KOPOTKI BHCOKA
Sxmo ve mikyBaty, TKIJ] 3a3Buyaii mpu3BOIUTH JI0 JIETAIBHOCTI Ha MEPIIOMY POII KUTTSI.
Peaxiiist «TpaHCIUIAHTAT IPOTH FOCHOAPS ‘ Bapia6f:ani | cepeHs

PTIII' mokHa pO3OITUTH HA TOCTPY, MIATOCTPY Ta XpoHIuHY (a3u. VIMOBIpHICTH YCKJIaJHCHD,
MOB'SI3aHMX 3 TPAHCIUIAHTAIII€10, 3aJISKUTH BiJl 4acy TpaHCIUIAHTAIli Ta BiJl TOTO, Y OyB TpPAaHCIIAaHTAT
cymicHuM 3a HLA, uu Hi.
O3HaK¥ BKJIFOYAIOTh BHCHUITAHHS, T€MIATOCINICHOMETAITII0 Ta €03uHO(1ITI0.[34]
HecnpoMokHICTh TPaHCIIAHTATA \ BapiabesnbHi \ HU3bKa
VY nocnimxenni Koncopuiymy 3 JikyBaHHs epBUHHOTO iMyHonedinuTy 18% i3 3araibHOi KOropTé
notpeOyBaau apyroi TpaHCIUIAHTAIIl TPOTAToM 5 pokiB.[10] Pu3uk OyB HatHUKYKMM cepell THX, XTO
orpumyBaB TI'CK Bijg CymMiCHOTO POJMHHOTO JOHOPA. BIAMOBIAHY TPaHCIUIAHTALS JTOHOPCHKHUX
reMOIMOETUYHUX CTOBOYPOBUX KJIITHH BiJl PITHUX.

IIporuos

be3 nikyBaHHS paHHsS CMEPTHICTH 3a3BMYail HACTa€ Ha MEPIIOMY pOI XKHUTTS. PaHHS Ta TouHa
JiarHOCTUKA B TIOETHAHHI 3 PAaHHIM JIIKYBaHHSM IOKpAIIye 3arajbHy BIDKUBaHICTH manieHTiB i3 TKI/.
[lepernsin nanux peectpy €Bponeiicbkoi Mepeski TpaHCIUIaHTallli KpOBi Ta KICTKOBOTO MO3KY Ta LleHTpy
MDKHApOAHO! TpaHCIUIAHTAIii KPOBI Ta KICTKOBOTO MO3KY IIOKa3aB, IO Oa30BHIl TEHOTHI Ta
IMyHO(EHOTHI Y MOEAHAHHI 3 PAHHBOIO TPAHCIUIAHTAIIEI0 IPOTHO3YIOTh PAHHIO BHXKUBAHICTh [46].

TpancmanTanis reMOnOeTHYHNUX CTOBOYPOBHUX KJIITHH

3aranbHa BIDKMBAHICTh CKJIalla NpHOIM3HO 95% marieHTiB, sIKi NMPOUILIM TPAHCIUIAHTAIIIO
remonoetnuHux cToBOypoBux KiiTHH (TI'CK) 3 mpuBony TKI[ npoTsrom nepmux 3,5 MICSIB KUTTS
[8]. [10] TI'CK Big HLA-cymicHHX JOHOpIB € JiKyBaHHSIM BHOOpY, ajie y OUIbIIOCTI TAILEHTIB e
BapiaHT HEJJOCTYITHUM.

Jocnimxenns, nposeneHe KoncopiiiymMmoM 3 JIiKyBaHHS IEPBUHHOTO IMYHO1e(hILUTY, 310pajo f1aH1
npo 240 nauientis 3 TKIJ, sxi orpumanu TI'CK y 25 pi3Hux nentpax tpancruanTanii Mix 2000 1 2009
poxamu. TpaHcruanTauis A0 3,5-MICAYHOTO BIKY acollifoBajiacsi 3 S5-piyHOI0 BHXKUBaHICTIO 94%.[10]
[T'sTupiuHa BUKMBaHICTh Oylla HAMOUIBLIOW cepel THX Malll€HTIB, sIKi OTPUMAaIM TPAHCIUIAHTATH BiJ
BIJIOBIAHUX pOANYiB-A0HOPIB (97%); nopiBHsAHHA LM(pa ISl MALIEHTIB, K1 OTPUMAaJIU TPAaHCILIAHTaTH
BiJl HEPOJUHHUX JOHOpIB, cTtaHoBHIA Bix 58% mo 79% (3anmexHO BiA JKepena TpaHCIIaHTaTa Ta
BUCHaKeHHs T-xmituH).[10]

JlaHi eBporneiicbkoi cepii croctepexxeHHs 3a 475 narientamu 3 1968 no 1999 pik nokasanu, 1o
3-piuna BwxkuBaHicTh 1 BCix (eHotuniB TKI/] cranoButs 80% U1t BIAMOBIAHUX JTOHOPIB-POINUIB
[46] [63] PiBennr BmwxuBanocti marientiB 3 TKIJI, ski oTpuMaad TPaHCIUIAHTATH BiJ HEPOJUHHUX
BIJIMOBITHUX JOHOPIB, OyB HIKYUM — 70%, a TpaHcIIaHTaIls Bij HeBiAMoBIAHUX AoHOPiB HLA Oymna
HaiiHmk4doro — 50% [46] [63] 3a BigcyrHocTi poaunHOro HLA-cymicHOro A0HOpa TpaHCILIAHTATH
HepoauHHoro HLA-cyMmicHOTro oHOpa MPHU3BOASATH /10 KPAlloro BiJHOBIEHHS IMYHITETY Ta KJIIHIYHUX
pe3ynbTaTiB, HiXK BiJ] HecymicHOTO poauHHOTO AoHOopa [50]. Jocmimkenns 338 mamientiB 3 TKI, ski
orpumyBaiu TI'CK 3 2006 mo 2014 pik, nmokasano 2-piuHy 3arajibHy BibKuBaHICTH 81,1%, 0e3
BigmiHHOCcTe Mik reHorunamu TKI.[64] OcrtanHimMu pokamu pesynbratH JikyBanHs TKI 3
nedinutom agenozunaezaminazu (ADA- TKIJ) Oynu ocobmuBo cripusTinBUMU. PeTpocniekTiBHA cepist
Bumnajkis i3 33 mamientiB 3 ADA- TKI/I, sixi orpumyBanu TT'CK mixx 1989 1 2020 pokamu, moBigoMuia
Mpo 3arajibHy BWXHBaHICTh depe3 8 pokiB 90,9% (95% I Bim 79,7 no 100,0%) i3 3arambHOIO
BrkuBaHicTio Ticis 2007 poky (n=21) 100% [65].
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3amicHa eH3UMOTepaIis

JIOBroCTpOKOBI pe3yinbTaTH y MALi€HTIB, SKi OTPUMYBAJIM TETUIbOBAHY aJCHO3WHE3aMiHa3y
(PEG-ADA), mpoCIeKTHBHO HE BHUBYAJIKCS, ali¢ BiTHOBJICHHS IMYHITETY, 3[a€ThCs, € PisHUM.[54] V
eBporneiicekii  koropTi 40% mnamienriB, ski oTpumyBamn PEG-ADA mnpoTsirom OIHOTO pOKY,
noTpeOyBaIM MPOJOBXKEHHS IMYHOTJIOOYJIIHOBOI 3aMiHHM, a 3arajibHa BH)KHUBaHICTh CEpell THX, XTO
orpumysaB Jimiie PEG-ADA (to6to 6e3 TI'CK), cranoBuna 85% [55]. V mami€HTiB, SKi OTPUMYIOTh
3amicHy eHsumoreparnito 3 npuBony ADA-nedinutHoro TKI/, mocTynoBo po3BUBAETHCS 3HUIKCHHS
piBHs T-kmiTuH, B-KmiTHH, 1 OPUPOAHI KIITHHU-KUIEPH 3 HEONTUMAIHLHUMH TpoidepaTUBHUMU
BianoBiasamu.[53] [Tamientn 3 TKI 3 nedinurom aneHo3nHAe3aMIHAa3H YaCcTO MOYHMHAIOTH 13 3aMICHOI
eH3uMoTeparii 3 Metoro nepexoay a0 TI'CK, skiio € BianmoBinHuii goHOp-poand.[12]
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