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Pe3tome. Cundpom Jayna — naitmacmiwe cenemuune 3axeoprosanns. Jimu 3 mpucomicio 3a 21-10 xpomocomoro
uacmo xXeopiromv Ha MANCKL, mMpueani pecnipamopHti inghexyii, wio € o3naxorw deghekmy imynHoi cucmemu. Ana-
momiuni ma (hyHkyionanvHi deghekmu pecnipamoproi, cepyeso-cyOurHoi, mpagHoi cucmemu y dimeil i3 CUHOPO-
mom Jlayna moxcymo nopyuryeamu npupooHi 6ap ‘epu ma cnpusmu po3gumky iH@eKyiiHo20 3axXe0pl06ants, o
Heo0XiOHO epaxosyeamu npu Aikyeauti nayieumis. Ilpupodceni anomanii IMyHHOI cucmemit, W0 acouiroOmMsCs
3 mpucomiero 3a 21-10 XxpomMocomoro, eKauarme aeeky abo cepednsomsicky T- ma B-kaimunny aimgponeniro
30 BHAYHUM 3HUICCHHAM HAMUBHUX AiMoyumie, mimozenindykosanoi T-kaimunnoi nponighepauii, cneyudiunoi
6i0n06idi anmumin Ha imMyHizauiro ma degpekm xemomakcucy Heimpoqghinie. Ha cb0eo0mi dosedena poav nioeu-
wenoi excnpecii eenig, sokpema SOD1 ma RCAN 1, y pozeumky nepsunnoeo imynodegivumy, oegiuumy yuHky
ma memaoboaiuHux ghakmopis, ujo pobasims pi3HULL 8HECOK 8 IMYHOA0IUHI aHOMANIT, nidsUWYIOYU PUSUK iHGDeKYil,
ma nompedyroms nodansvuiux 0ocaioxcers npu cunopomi layra.

KirouoBi cioBa: cunopom Jlayna; mpucomis sa 21-10 xpomocomoro; imyrnodegivum; dimu

CuHopom JlayHa — HalyacrTilia XpOMOCOMHa
aHoMaJisl Y HOBOHApPOIKEHMX, YacCTOTa BUSIBJICHHS
sikoi kosmmBaeThes Big 1 : 600 mo 1 : 900 Hemosyar [1].
XapakTepHO10 0COOJIMBICTIO XBOPOOU BBAXKAETHCS 3a-
TpUMKa TICHUXIYHOTO PO3BUTKY, Majbdopmallii cep-
LIeBO-CYAMHHOI Ta TpaBHOI cuctemMu. Yacto MaroTh
Miclle aBTOIMYHHI (heHOMEHH, TiMOTUPEO3, lieaiaKis,
a TakoX roctpuil JiMdoOaacTHUI JeiKo3 i Mieno-
nposidepaTUBHI 3aXBOPIOBAHHS.

Kniniune cmocrepexennsa nutuan A., 3 micami, me-
MOHCTPY€ MEPBUHHUN NedilUT afanTUBHOTO iMYyHi-
TeTy y MallieHTa 3 CHHIPOMOM TPHUCOMii 3a 21-10 Xpo-
MOCOMOIO.

3 aHaMHe3Y XUTTS Ta 3aXBOPIOBaHHS BilIoMO, IO
IUTHHA HapOAMJIACh ILISIXOM KecapeBa PO3TUHY Bil
3-1BariTHOCTI, 2-X TTOJIOTiB Y TepMiHi rectanii 38 Tmxk-
HiB. BariTHicTb nepebiraia Ha TJ1i aHeMii Ta BApUKO3-
HOTO pO3IIMPEHHS BEH HUXHIX KiHIiBOK. [{iBUMHKa

Haponwiach B acgikcii, yCKJIamHEHOI CUHIAPOMOM
MPUTHIYEHHS LEHTPaJbHOI HEPBOBOI CUCTEMM Ta
CEpLEBOI0 HEJOCTATHICTIO HA TJi NPUPOAKEHOI Baau
cepis (DedeKTy MiKIIUTYHOYKOBOI Ta MiXIIepeacep/-
HOI Teperopoyok). 3 HapomKeHHS 3HaXoAuJaach Ha
IITYYHi# BeHTWIsLi1 jereHs (LLIBJI). 3 HapomxkeHHs
BCTAaHOBJIEHUI CUHAPOM TpUcOoMii 3a 21-10 XpOMOCO-
Moro. Ha 7-My 100y XUTTS y AUTUHU chOopMyBajlach
rocmitajbHa ABOOiYHA cCerMeHTapHa MHEBMOHis, sSKa,
He3BaXKaloud Ha MacHUBHY €TiOTPOITHY aHTUOaKTepi-
aJIbHYy Tepallilo, MollMpIoBajiach B BEPXHill i HUXXHIN
yacTKax JiereHb. JuTWHA 3aiuinanach KUcHe3aaexk-
Hoto Ta otpedysana [IBJI. ¥ 3 micsi niarHocTtoBa-
HUH iHDEeKIiMHUNA eHIOKAPAUT.

HMiarno3. OcHOBHUII: CUHIPOM TpucoMii 3a 21-10
xpomocomoito. [lpupomxeHa Baga cepiisd: aedeKkT
MIXIITYHOYKOBOI Ta MiXIIEPeACEePIHOI TEPErOPOIOK.
[MepBunnauit imynogediuut (B- i T-miMmdponenis, ri-
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rnoraMmarjo0yJjiiHeMis), acolLlililOBaHUI 3 TPUCOMIEIO
3a 21-10 XxpoMocomolo. YcKJIaaHeHHs: rocriTajbHa
JIBOOiIUHA cerMeHTapHa MHEBMOHis, TSIXKKUI rmepeoir.
IHpexuifinuii enpokapaut. CUHAPOM MOJiopraHHOL
HEeJIOCTaTHOCTI (auxajabHa, uepebdpajbHa, CeplieBO-
CYIMHHA, TOCTpa HUPKOBA HEAOCTATHOCTI, CUHIPOM
IVCEeMiIHOBAHOTO BHYTPIITHBOCYOAWHHOIO 3TOpPTaH-
HS).

VY kJiHIYHUX aHaJi3aX KPOBi 3 HAPOIXKEHHS CMO-
cTepiranach JiMborneHist. AGCOTIOTHA KUJIBKICTb JTiM-
¢ouutiB cranosuaa 0,37—0,92 « 10%/1.

3a maHMMHM iMYHOrpaMu BHUSIBJIEHO pi3Ke 3HU-
KeHHs T- ta B-niMbouuTiB, iMyHOIIOOY/iHIB: Jeki-
kouutu — 1,9 « 10°/n (Hopma — 10,3—11 + 10°/1),
aiMmbountn — 9 % (Hopma — 52—69 %), abcooTHa
KiJbKicTb aiMpouutiB — 0,86 < 10°/1 (Hopma — 5,4—
7,59); CA3 — 58 % (Hopma — 58—67 %), abcooTHa
KinpKicTs T-mimdporurie — 0,5  10°/n (Hopma —
1,7-3,6 « 10°/71); C122 — 9 % (Hopma — 19-31 %),
abcomoTHa KinbKicTh T-mimdorutie — 0,16 « 10°/n
(Hopma — 0,5—1,5 = 10%/m); C14 — 35 % (Hopma —
38—-50 %), CA8 — 33 % (nopma — 18—-25 %), Cl14/
CI8 — 1,06 (Hopma — 1,5-2.,0), CA16 — 11 % (HODP-
ma — 8—17 %), darouuryroui Heitpodinu — 50 %

PucyHok 1. AutuHa A., 4 micsuyi

(Hopma — 40-90 %), darouurapHa KiJIbKiCTb —
1,6 (HopmMa — 1-2), komIuieMeHT — 47 (HopMa —
40—-80), IgA — 0,18 v/ (Hopma — 0,21 *+ 0,13 r/7),
IgM — 0,21 r/n (Hopma — 0,30 = 0,11 r/m), IgG —
2,1 r/n (Hopma — 4,30 £ 1,19 r/mn).

HutrHa 3Haxoauiaach B jJikapHi 18 ni6. Otpumy-
Baja JIiKyBaHHSI, B TOMY YHUCJi aHTUOAKTepiaJbHY
Teparito 3a mpoTokojamMu ToBapucTBa iHGOEKIIHHUX
3axBopitoBaHb CriosydyeHux IltaTiB AMepuku i Ame-
PUKaHCHKOI TOpaKaJlbHOI acolialii [26] Ta BHyTpil-
HBOBEHHUI iMyHOTNIOOYiH y mo3i 0,4 r/kr. IIpote,
He3BaXKaoun Ha JIiKYBaHHSI, CTaH OIWTUHM TIPOTpe-
JNIEHTHO MOTipIIyBaBCsl, MporpecyBaia MojiopraHHa
HegocTaTHicTb. KoMIuiekce peaHiMaliliHUX 3axoOJiB
0e3 edpekTy. 3apeecTpoBaHa 0ios0OriyHa CMEPTh.

OoroBopenHd. [HbekIil AUXaabHUX ILISIXiB BU-
3HA4YeHi SIK oJHa 3 HaOiAbII 3HAYYIIMX IPUYUH TOC-
mitTamizauii giteit i3 cuHapomoM [ayHa [2]. Hemro-
IaBHO 3aKiHYeHi MOCIiIXKEeHHs Mmokasanu, 1o 45 %
JiTeit 3 TpucoMiero 3a 21-10 XxpoMocoMo10 BikoMm 1—5
pokiB, 27 % nauienTiB 1o 1 poky Ta 14 % crocrepe-
xxeHux Bin 10 mo 17 pokiB Majy HEOOXiIHICTh TOCTIi-
Tasi3alii Ipu HasgBHOCTI TOCTPOI pecIipaTOPHOI iH-
dexuii. HaiimomupeHimmmMu 3aXxBOPIOBAHHSIMU OyJIU
nmHeBMOHis (18 %), 6ponxionit (7 %) Ta TapuHTOTpa-
Xe00poHXiT (5 %). [iTi 3 THEBMOHI€EIO YacTille Toc-
MmiTajidyBajucs A0 BiAJAiJIEHHSI iIHTEHCUMBHOI Teparii,
a HaWOUIBII TSKKOK MHPUUYMHOK iH(MEKIiN HUXHIX
IUXaJIbHUX IIJISIXiB Y OiTel i3 cunapoMom JlayHa Oyia
RSV-indexuiis.

IHdexuii HUXHIX OIUXaAbHUX IUILXiB y AiTeil i3
cuHapomom JlayHa mepebiraloTb OiJIbII TSIKKO, HiX
y iHIMX mauieHTiB. Y pmochigxeHHi Hilton i cmiBaBT.
[3] cepenHs TpuBajlicThb MNepeOyBaHHS, YacToTa
yCKJaJHEeHb Ta BapTiCThb rocriTtaiizaiii oyau y 2—3
pa3u Oijblie, HiX y MTEPBUHHO 3I0pPOBUX AiTei. Y 4
pa3u yactilme AiTu 3 TpUCOMi€el 3a 21-10 XpoMoco-
MO0 TOTpeOyBalM MeXaHiYHOI BEHTWJISALIl JereHb,
B TOMY UYMCJi 3a paxyHOK peclipaTOpHOTO JWUCTpPeC-
cuHapoMmy. BulieHaBeneHi maHi NiATPUMYIOTh Tilo-
Te3y 100 AaHOMAJIbHUX PETYJISATOPHUX MEXaHi3MiB
3anajgeHHs, Taki 9K aucOallaHC aHTUOKCHUJAHTIB Ta
OKCHUIAHTHUI cTpec [4], IO CIIpHUsIE alIOIITO3Y KJIITUH
JiereHeBol TKaHUHU. OTJISAT BEJIMKOT KOTOPTH JIiTeH i3
cunapomom Jayna y IBeuii Ta Jlanii [5] moka3sas,
110 y JAaHOol KaTeropii miteil y 12 pasiB NigBUILEHUIT
PU3UK CMEPTHOCTI BiJ iH(eKIIiii, 0cOOIUBO CENTULIE-
wmii. JlitTk 3 TpucoMi€lo 3a 21-10 XpOMOCOMOIO MalOTh
Ha 30 % BMINUI PU3UK CMEPTHOCTI Bil BTOPMHHOTIO
CEICUCYy MOPiBHSIHO 3 iHIIMMU TOCMiTali30BaHUMMU 3
MPUBOLY CENCUCY IiTbMH [6].

3axBOpIOBaHHS MapOJOHTY € IIe OJHIEI0 YacTOIO
iHGbekitHOW0 maToyorieto. ¥ 58—96 % ocib i3 cuH-
npomoM J[layHa nmiarHocTyBaBcd TriHriBiT [7]. IIpote
yepe3 CKJIAAHICTh BUZHAYEHHS MaTo(i3i0JI0Til TiHTi-
BiTy BHECOK MOTEHLIMHUX NEeTePMiHAHTHUX (HaKTO-
piB, TaKuX SK aucbasaHc iMyHiTeTy abo moraHa Tiri-
€Ha TIOPOXHWHU poTa, Ile He BU3HaueHUi. Bucoka
YacTOTa 3aXBOPIOBAHHS IMAPOAOHTY MOXKe OyTH JacT-
KOBO TOsICHeHa Ae(pilluTOM ceKpeTopHoro IgA.
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CuHapomM AayHa: dakTopu
nepBUHHOIo Td BTOPUHHOIO
iMmyHoAediuUuTy

Kuster i cmiBaBT. y3arajJbHeHO AOKa3u, IO ITija-
TBEPIXYIOTh MPUPOIXKEHUN JedEeKT iMyHHOI CUCTE-
MU y niTe# i3 cuHapoMom JlayHa Ha MiACTaBi HU3b-
Koi KinbkocTi HaiBHUX T- i B-xuitun [8]. leHeTnuHi
MeXaHi3MU, 110 BU3HAYAIOTh iIMyHOJIOTiuHi neheKTH,
MOB’sI3aHi 3 TpUCcoMi€lo 3a 21-10 XpoMOCOMO10, Toci
He € 4YiTKO BMU3HaueHuMMU. HanmipHa mpeseHTalis
nBox reHiB — SODI (superoxide dismutase 1 gene,
reH cynepoxcunaucmyrtasu 1) ta ITGB2 (integrin
subunit beta 2, iHTerpuH 2 cyOOAMHUIII) HA JOBTO-
My Tuiedi 21-1 XxpoMOCOMHM XapaKTepHa AJs JiTeit i3
cunapoMmoM [HayHa. 'en SODI iHaAyKy€e CUHTE3 Cy-
MEePOKCUAIMCMYTa3U, sIKa 3B’SI3y€ MOJEKYJIU Mimdi
Ta UMHKY i TAKUM YMHOM DPO3KJIAIa€ CYNMEePOKCUIHI
panvKaaud, CHPUSIOYM YHUKHEHHIO MOUIKOMXEHHS
kiituH. I'en ITGBZ2 peryntoe cuHTe3 2-iHTETpUHIB.
B2-iHTerpMHU, 3HAXOASTYMCh B MeMOpaHi JIEHKOIM-
TiB, CIIPUSIOTH IX MPUTOKY Y BOTHUIIA iH(EKILii, po3-
Mi3HAIOTh O3HAKU 3allajJieHHs, 3B’ SI3YIOThCS 3 JIiraH-
JaMW Ha €HAO0TeNil CYIUH Ta 34iIUI00Th JiM(pOoLUTH
3 CYINHHOIO CTIHKOIO, a TAKOX CITPUSIOTH TPAHCTIOP-
TYBaHHIO JIEMKOLIUTA Yepe3 CTIHKY cynuHu. Moxiu-
BO, rintepekcrpecist SOD1ta ITGB2 e KonmMeHcalli€lo
HEIOCTAaTHBOI KiJIbKOCTI JEMKOLUTIB y KPOBOOOITY ¥
niTeit i3 cuHapomoM JlayHa Ta oOyMOBIIOE nedeKk-
THU# (arouuTos.

Perynsarop xanbuuHeBpuHy 1 (regulator of cal-
cineurin 1, RCANI) akTuBye 0iJ0OK, 110 B3aEMOJIE 3
KaJabLIMHEBPUHOM A Ta iHTi0y€e KaablIMHEBPUH3aIeX-
Hi CUTHaJIbHI IIUISIXW, BIUIMBAIOYM HAa PO3BUTOK IE€H-
TpaJibHO1 HepBOBOI cucTeMu. Lleit reH 3HaxXoAUThCS B
21q22.12 perioHi y miTeil 3 Tpucomielo 3a 21-10 xpo-
MOCOMOIO i HaAMipHO BUpPaXKeHUIi Y TOJJOBHOMY MO3-
Ky. [lepmanenTHa HagMipHa ekcripeciss RCAN I, o €
XapakTepHOIO 111 cuHapomy JlayHa, Beae 10 hbopmy-
BaHHS HeWpodiOpMIsipHUX KIYOKiB i BTpaTu HEWpo-
HiB i CHHAaITUYHUX 3B’SI3KiB y KOPi TOJIOBHOTO MO3KY,
a TAaKOX MEeBHUX CYOKOPTUKATBbHUX AUISTHKAX, 1110 BU-
3HAYa€ CXOXIiCTh 3 XBOpoOow Ajbireiimepa. OKpim
T0r0, RCANI1 € (baKTOPOM TpaHCKPUIILIi, 110 TIepe-
LIKomXae mepenadi curHainy depe3 NFAT (nuclear

factor of activated T cells, snepHuit (hakTOp aKTUBO-
BaHUX T-KJITUH) i 3MEHIIYE aKTUBHICTb 3amaJleHHS
yepe3 crabimizamito NF-kB (nuclear factor-kappa B
cells, inridiTop smepHoro dakTop-Kamnma B-kiriTuam)
[9]. IHTiOimig 3amajeHHS BU3HAYa€E HEIOCTATHICTH
eniMiHarlii iHdexii y mamieHTiB 3 Tpucomieo 3a 21-10
XpPOMOCOMOIO.

Ha cboroaHi po3riasgaroTbCsl ABI MOXKJIMBI HpU-
YUHU BTOPUHHOTO iMyHOIeDIIUTY y AiTeH i3 CUHIPO-
MoM JlayHa: mpUCKOpeHe CTapiHHS KJIITUH Ta Aedi-
AT UMHKY. BHacaigoK ctapiHHS B KJAiTMHAX iMyHHOT
CUCTEMHU, MOB’SI3aHOr0 3 HAAMIPHOIO EKCIIPECi€lo
RCAN1, akTUBYETbCS MeXaHi3M 30iJbIIEHHS aIloll-
To3y [10], 1o Moxe oOyMoOBJIIOBaTH JiM(MOMeHilo Ta
iMyHHY aucdyHKILio. [JediuuT piBHIB M1a3MOBOrO
IIMHKY, 110 CITIOCTEPiraeTbcs Mpu cuHapowmi JlayHa, i
nigBuileHa rmoTpeda B IMHKY JJIs1 aKkTUBHOCTI SOD I
OyJiM 3ampoIOHOBAHI K MeXaHi3MU iMYHOJIOTIUHUX
anomariii. Cocchi Ta cmiBaBt. [11] mepeBipwiu, un
Moxe nediluT HUHKY OyTU MUHYIIAM, i BUSIBUJIA, 1110
pPiBE€Hb IIUHKY B IUIa3Mi 3MEHIIYETHCS MICIS S-piuHO-
ro Biky. IIpore kiiHiYHi BUNIPOOYBaHHS LIMHKOBUX
00aBOK MOKM HE MOKAa3aJiy BipOTiAHOTO MOJIIIIEH-
HS iIMyHHOI peakTuBHOCTI [10].

Aediuut aAanTUBHOrO iMYHITETY
Yy AiTen i3 cuHApoMoM AdyHa

HedekTn iMyHHOI CUCTeMHU OIMMUCaHi Ta MOCTYJIIO-
I0TbCS Y AiTeH i3 cuHaApoMoM JlayHa K MpuYrHa TSIXK-
KOCTi rmepebiry 3axBopioBaHb (tadu. 1) [12].

YacTtoTa pecnipaTopHOI MATOJOTii MOSICHIOETHCS
aHoMaJiew rymopanbHoro imyHitery [11]. IMopsan i3
LIMM 3MEHIIEHHS Pi3HUX BUAIB JiM(POLUTIB — Xxa-
pakTepHUI MapKep ypaxkeHHS iMYHHOI CHCTEMH,
1110 HAKOIAbII 3HAYHO MPOSIBISIETHCI B AUTUHCTBI. Y
Maiike 90 % miTeit 3 TpUcoMi€lo 3a 21-10 XpOMOCOMOIO
cyononynanii T- i B-KJIiTUH 3MEHIIYIOTbCS HMXKYE
10-ro nmepueHTWIs, i3 HUX y 60 % — HuX4e 5-ro nep-
HeHTuas. Y aiteii Big 1 70 5 poKiB He CIIOCTePira€ThCs
HOpMaJIbHE BiKOBE BiTHOCHE 30iJbIIEHHS PiBHS JiM-
(o1LuTiB KPOBi, B TOMY YMCJIi 32 paXyHOK 3MEHIIEHO-
ro Tumyca. OKpiM TOro, Ma€ Micile 3MEHIIIEHHS Ha-
TUBHUX T-71iMPOLUTIB Ta HEAOCTATHICTh MPEe3eHTallil
T-xnitunnoro peuentopa (T cell receptor (TCR)-ab)

Ta6nuuys 1. ImyHHIi BeekTn, xapakrepHi ans Aire ia cMHAPOMOM Tpucomii 3a 21-10 XpOMOCOMOIO

JlaHKM imyHiTETY

ImyHHiI gedeKTun

Jlerka a6o nomipHa HefoCTaTHICTb KinbKocTi T-nimbouuTia

Jlerka a6o nomipHa HeaocTaTHICTb KinbKocTi B-nimdouunTis

KNiTUHHWI iMyHiTET

3MeHLEeHHS eKcnaHcii (30HW BNAMBY) NiMPOLMTIB y HEMOBAAT

3MeHLWEHHS po3MipiB TUMyca

cyénonynsuin

Jlerka a6o nomipHa HeJoCTaTHICTb HAaTUBHMX T-NiMdOLUUTIB 3 BiANOBIAHOO HEAOCTATHICTIO iX

CybonTMMalsibHa aHTUTIIbHA BiANOBIAb Ha iMyHi3aLlito

[yMOpanbHUM iMyHITET

3HUKEHHS KOHLIEHTpaL,ii cMpoBaTKOBOro Ta/ab0o CEKPETOPHOTO IgA B CinHi

darouuTapHa 34aTHICTb

3HUKEHHS XeMOTaKcucy HenTpodinis
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Ha iX MOBEPXHi, 110 MPU3BOAUTH A0 JErKOi Ta ITOMip-
Hoi nimorneHii. T-knitunnuii peuentop (7CR) Bin-
MOBima€e 3a PO3IMi3HABaHHS AHTUTEHIB, MPUETHAHUX
N0 OUJIKiB TOJJOBHOTO KOMILJIEKCY MiCTOCYMiCHOCTI, Ta
BU3HAvae nudepeHuianito HaTUuBHUX T-1iMOOLIUTIB.
3apesyabTaTaMu gociigkeHb Kuester Ta cniBaBT., ce-
penHiit piseHb HaiBHUX T-kjitua (CD4) y 5—10-piu-
HUX [OiTed ctaHOBUB ychoro 280 xuitun/miu (44 %
CD4 T-knitun) y niteit 3 Tpucomielo 3a 21-10 xpomo-
comoto i 730 knitur/mi (72 % CD4 T-xiiTuH) — B
IHIIKMX CIOCTEPEXEHUX BiAMOBIAHOTO BiKY.

Hitu 3 cuHapoMoM JlayHa MaloTh 3MEHILEHI
Koja BumaneHHs T-ximitunHuUx peuentopiB (T cell
receptor excision circles, TREC), siKi CTBOPIOIOTbCS B
T-xiTUHAX IiA yac iX TPOXOIKEeHHs 4epe3 TUMYC Ta
BKa3yloTh Ha no3piBaHHsa T-kiaituH [13]. Okpim Toro,
BUSIBJIEHO 3MEHIIIEHHS KiJIbKOCTI BCiX CyOIOIYJIsILIiii
B-knituH, 3o0kpema HaiBHux B-xuitun [14]. ITpodi-
¢epatnBHa peakilist TiMPOUUTIB HA (iTOreMarTIOTH-
HiH Tako OyJia HU3bKo1 [14].

ITauieHTn 3 TpucoMmieo 3a 21-10 XPOMOCOMOIO
yacTillle MaloTb HopMaibHUll piBeHb IgG. Y HeBenu-
KOI KiJIBKOCTi CITOCTEPEXKEHUX 3 HU3bKUM 3araJbHUM
IgG 3Hmxena nepesaxHo cyonomynauia IgG, [15].

HocnimxeHHs aiTeil i3 cuHapomoM [ayHa mpo-
JEeMOHCTPYBaJIM HEIOCTaTHICTh SIK 3arajbHOi KOH-
ueHTtpauii IgA y cauni, Tak i cneuudiuHoro IgA no
nepopagbHOiI MAaTOTeHHO1 (PJIOPU MOPIBHIHO 3 KOHT-
pojem [16].

XapakTepHoto s cuHapomy JlayHa € cyOomnTu-
MaJibHa aHTUTLJIbHA BiAMoBiaAb Ha iMyHi3alito. Lopez
Ta CHiBaBT. ITOKa3aan, mo cnenudiadi Tutpu IgG mo
HeoaHTUTeHa Oakrtepiodary phil74 y miteit 3 Tpuco-
Mi€lo 3a 21-10 XxpOMOCOMOI0 Oy HUXKYMMU 32 HOP-
MaibHUI giana3oH. Hawkes Ta cniBaBT. MOBIIOMUIN
PO 3MCHIICHHS TUTPY aHTUTLI Ha MEPOpabHY BaK-
LUHY MTPOTH TIOJIOMIENITY OiIBIIOCTI AiT€ 3 TPUCO-
Mi€lo 3a 21-10 XpOMOCOMOI0, X04Ya JaHi CTATUCTUYHO
BaXJIMBI auIIe i 1-ro TUMy MOJIOMIENITY, aje He
nist tuniB 2 Ta 3. [ToaiOHi pe3yabTaTh MOBiIOMIISIIOTH
i Mo iHIIi BaKIIMHU, TaKi SIK BAKIIMHU MPOTU KOKITIO-
11y, Tpuny, renatutiB A i B Ta THeBMOKOKOBi BaKI1IU-
Hu piteit [17, 18] mpu cunapowmi JlayHa.

AedeKTU BPOAXKEHOro iMyHiTeTy
y AiTe# i3 CMUHAPOMOM AQyHA

JedexTn BpOIXKEHOro iMyHITETYy IIpeacTaBlIeHI
MOPYLIEHHSIM XeMOTaKCUCYy HeNTpodiiB, BiZIHOCHO
HOpMaJIbHUM (ParouTo30M Ta 3aJ0BiIbHUMU OKMC-
HUMU peaklissMu nepeTpaBitoBaHHs. OKpiM TOro,
He3BaXkaruyyd Ha 3HAYHY €KCHpecilo iHTerpuHy (2
(CD18; memOpaHHUt MpoTeiH, NpoaykT reHa ITGB2)
Ha MOBEPXHi, aKTUBHICTb XeMOTaKCUCY (ParouuTiB i
JICWKOLUTIB y IiTel i3 cuHaApoMoM [layHa 3HUXeHA. Y
Ccy0’€eKTiIB i3 TpucoMi€lo 3a 21-10 XxpoMocomMo10 abco-
JIIOTHA KiJIBKICTh HATYPAJIbHUX KUJIEPiB B epudepuy-
Hili KpoBi € 3HMXeHoMw [19], cexpeltist iHTepJIeliKiHiB
(IL-2, -7 Ta -10) mopy1ieHa, MaHO303B’SI3yBAIbHUX
OJIKIB HEJOCTaTHbO, 110 OOYMOBJIOE IiABUILIEHY
CNIPUAHATAUBICTD 10 iHbekuii [20].

AJlepris He € MOLIMPEHOIO B AiTel i3 CUHAPOMOM
JayHa, a ceHcMOii3allisg ajJepreHiB He € OCHOBHUM
JIKEpeJIOM pecHipaTOpHUX 3aXBOPIOBaHb [ 14].

HeimyHHI dpakTopu, WO NiABULLYIOTb
PU3NK iHPIKYBAHHS

HesBaxatouu Ha 3a3Ha4Y€Hi BUIIE YUCICHHI iMy-
HOJIOTiYHiI aHoMaJii, BOHM HE €IWHi JeTepMiHAHTU
ITIBUINEHOTO pU3UKY iHDiKyBaHHS y OiTeit 3 TPUCO-
Mi€io 3a 21-10 xpoMmocomor. CHpUAHSTIUBICTE 10
iH(EKIii1 TTOCUITIOETHCS 32 paXyHOK IHIIMX CYITyTHIX
3aXBOPIOBaHb, SKi IMOCIA0MI0I0TH CIM30Bi Oap’epu.
Hanpuxknan, manbpopMmaliii ceplueBo-CyIMHHOI CUC-
TeMU, AMXAJbHUX IUIAXiB Ta YIIHOI paKOBMHH, Ma-
KpOTJIOCisI, a TaKOX HeJIOCTaTHiil MyKoUMWJiapHUIA
TpaHcHopT i OyabOapHi MOPYILIEHHS.

Bertrand Ta cmiBaBT. onmucaayd aHoMasii AuUXab-
HUX LUISIXiB Y AiTel 3 TpUCcOMi€lo 3a 21-10 XpoMOCOo-
Mol0, BUSIBJIEHI npu (idbpodponxockomii [21]. Haii-
MOUIUPEHIIIUMU aHOMAaTiIMU OyJia JapUHTOMAJISIList
(~ 50 % cnocrepexkeHUX), TpaxeoOPOHXOMAJISILIisA Ta
OpoHxoMaJisLis. XapaKTepHOI 03HaKO0 Oyja HasB-
HICTB JIETeHEeBOI TiITo1a3ii, ToB’s13aH0i 3 CHHIPOMOM
HayHa.

OOCTpPYKTUBHE altHOE Ta OOCTPYKIIisl AUXATbHUX
LIUISIXiB HaA3BUYAHO MOLIMPEHi y MALi€HTIB 3 TpU-
coMiero 3a 21-10 xpomocomoro. OOCTpyKIIisl BEpXHixX
i HMKHIX AMXaJbHUX LUIAXiB CIlocTepirajacsd B 63—
80 % BuIanKiB rocTpoi pecrnipaTopHoi iHdekii [22].
Ha namy aymky, manb@opmaliss IMLbOBOrO yeperna
Ta MaKpoOrIJIoCis OOYMOBJIOIOTb HEBEIMKUI «MepT-
BUI MPOCTip», 10 Y MOEAHAHHI 3 BiITHOCHO BEJIUKU-
MU MUTJAJIMKaAMU Ta afeHOigaMU CIIpUsi€ OOCTPYKIIil
JUXaJbHUX IJISIXiB 1 MiABUILYE CIIPUAHSATIUBICTD 10
iH(eKIIii.

Tl'actpocTpaBoxinHuit pedatoke y aiTei i3 CMHAPO-
MoM JlayHa CipUYMHSIE acHipallilo NTYHKOBOTO BMicC-
Ty, OpOHXOCIa3M Ta 30UTbIIEHHS 4aCTOTU iHMEKIii
HWXHIX nuxanbHux nuisixi [23]. Tinotonis m’s3iB
[JIOTKU, acolliiioBaHa 3 TpUCOMi€lo 3a 21-10 xpomo-
COMOI0, ITiIBUIIYE PU3UK acIripailrii [24], 110 00yMoOB-
JIIOE HEOOXIAHICTh BUKIIOUYATH racTpoe3odareajbHUi
pedatoKe Ipu HaAIBHOCTI peLIMANBYIOYNX pecHipaTop-
HUX iH(eKUill y JaHoi KaTeropii mauieHTiB.

HoBeneHo, 110 40—50 % HOBOHApPOIXKEHUX 3 CUH-
npomoM JlayHa MalOTh CTE€HO3 30BHIiIIHBOTO CJIYXO-
BOI'0 KaHajy Ta By3bKYy €BCTaxi€BYy TpyOy, 11O CIIpUSIE
YacTUM OTUTaM, BTpaTi CIyXy Ta 3aTPUMII PO3BUTKY
MOBJIEHHS [25].

BucHoBku

1. PanHe MenuuHe BTpY4YaHHS TTOJOBXUJIO TPUBA-
JIICTh >XMTTS HEMOBJAT 3 CUHApOoMoM JlayHa, ajie Ha
ChOTOJIHI BaXJIMBOIO CKJIAJAOBOIO OUCIAaHCepu3allii
BBaXKa€eThCs 3anmobiraHHs iH@eKIii.

2. TpuBami TSXKKi iH(MEKIii IUXaTbHUX IIISXiB
BU3HAYEHI K OJHA 3 HAWOIbII 3HAYYIIUX TPUYUH
rocriTtajnizauii, ToTpedbu y MexaHiuyHiil BEHTUJIALIT Ta
MiABUILEHOTO PU3UKY CMEPTHOCTI Bil iH(eKIiii giTeit
3 cuHApoMoM JlayHa.
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3. lIpupomxeHuit iMyHHUI AediUT, iMOBIpHilIe
NpUXOBaHUI B reHax xpomocomu 21. [loBeaeHa poJib
SODI ta RCAN1 y HeNOBHOLIHHIN iMyHHIiil Bigmo-
Biai. JlaHi reHM, a MOXJIMBO, i iHIIi HeheKTU BIUIU-
BalOTh Ha HEJOCTATHICTh XEMOTAKCUCY HEUTPODiJTiB,
3MEHIIEHHS JiM(OLUTIB i T'YMOpPaJbHUX iMYHHUX
peaxiiifi, moB’s13aHuX 3 iHGekuisMu. MaroTb Teo-
PETUYHI TiICTaBM TMOCTYJIbOBaHI (DAKTOPU IMyHO-
nedinuTy, Taki IK nedinuT IMHKY Ta TepeadyacHui
amorTo3 B KJIITUHAX iIMyHHOI CUCTeMHU, TOB’I3aHUN
i3 HagMmipHoto ekcmpecielo RCANI. Ha nmomatok
aHATOMiYHI Ta (PyHKUioHaNbHI AeEKTU Yy IiTeil 3
cuHIpoMoM JlayHa MOXYTh MOPYIUIYBaTU MPUPOAHI
O6ap’epu Ta COPUITHU PO3BUTKY iH(PEKIIIITHOTO 3aXBO-
pIOBaHHS, 1110 HEOOXiTHO BpaxOBYBaTU MpPU JiKyBaH-
Hi Malli€HTIiB.

4. HesanexHo Bij TOro, 4yu IOB’sI3aHi TpuUBali
TSKKI iHGhEKIiT 3 TpUPOAXEHUM Ae(DEKTOM B iMyH-
Hili cUCTeMi, BTOpUMHHUM iMyHOaediuuTOM abo He-
iMYHHUMU (dakTopaMu, TMOAaJbIIi AOCTiAXKEHHS
HeoOXimHi.

5. OTpuMaHi JaHi Jaju miacTaBy s peKOMeHaa-
1ii peTeJIbHOTO MOCIIAXKEHHS IMyHHUX i HEIMyHHUX
(akTopiB y KOXHOMY OKPEMOMY BUIAAKY, OILIHKU
TUTPiB crienniyHNX aHTUTIA 10 BaKIIMH Ta MPOBE-
JIEHHS 101aTKOBO1 OYCTEepHOI iMyHi3allil BCiM IiTsIM 3
TPUCOMIEIO 3a 21-10 XpOMOCOMOIO.

Konduikr inTepeciB. ABTOp 3asIBJISIE PO BiICYTHICTD
KOH(MJIIKTY iHTepeCiB MPH IMiArOTOBLI JaHOI CTaTTi.
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NoruHoBa O.A.

XQPKOBChK HALMOHAABbHbIN MEAVNLIMHCKNN YHUBEPCUTET, I XQPbKOB, YKPAMHA
KY3 «O6AQCTHAS AETCKAST KAHNYECKAST GBOABHULIQY, . XQPbKOB, YKpauHA

DaKTOPbl UMMYHOAEDULMTA Y A€TEN C TPMcoMMen no 21-m xpomocome (CUHAPOM ACYHQ):
COBPEMEHHAs NAPAANTMA UMMYHHbIX U HEMMMYHHbIX MEXCOHU3MOB

Pe3iome. Cunnpom JlayHa — 9acToe TeHETHYECKOE 3a00J1€e-
BaHue. Jletu ¢ Tpucomueit 1o 21-it xpomocome 4acto 00Je0T
TSDKEJIBIMU  JUTUTEIBHBIMU  PECTTMPATOPHBIMU MHQEKIIUSIMU,
YTO SIBJISIETCS TPU3HAKOM Jie(peKTa MUMMYHHOI cUCTeMbl. AHa-
TOMUYeCKUe W (PYHKITMOHABbHBIE Te(MEeKThl PeCITMpaTOPHOM,
CEepAEYHO-COCYIUCTOM, TTUIIEBAPUTEIBHON CUCTEMBI Y AETEN
¢ cuHApOMOM JlayHa MOTYT HapyIllaTh €CTECTBEHHBIE Oapbephl
M CIOCOOCTBOBATH Pa3BUTUIO MH(PEKLIMOHHOIO 3a00/IeBaHus,
YTO HEOOXOIMMO YUUTHIBATH TTPU JICYCHUU MTallMeHTOB. Bpoxk-
JICHHbIC AaHOMAaJIM UMMYHHOM CHCTEMBI, KOTOPBIE aCCOLINM-
PYIOTCSI ¢ TpUCOMMER 1o 21-i XpoMOCOoMe, BKJIIOUAIOT JIETKYIO
wim cpeaHetskenylo T- u B-kiaeTouHylo JUMQOIIEHUIO CO

O.L. Logvinova
Kharkiv National Medical University, Kharkiv, Ukraine
Regional Children’s Clinical Hospital, Kharkiv, Ukraine

3HAYUTEIbHBIM CHMXKEHUEM HATUBHBIX JIUM@OIIMTOB, MUTO-
TeHUHIYIMPOBaHHOU T-KJIeTOYHOU Ipoirdepalnu, CIIei-
nGUYECKOTO OTBETA AHTUTENI HA UMMYHU3AIIUIO U Ae(EKT Xe-
MoTakcuca HeitpoduiaoB. Ha ceromHsiiHuil 1eHb goKa3aHa
POJIb MOBBIIIEHHOM KCIPECCUU TeHOB, B YacTHOCTU SODI u
RCANI1, B pa3BUTHU TIEPBUYHOTO UMMYHOAChUIIUTA, Aehr-
LIMTa IMHKA U MEeTabOJIMYECKUX (DAKTOPOB, KOTOPHIE BHOCSIT
pa3HbIil BKJIal B MMMYHOJIOTMYECKME aHOMAJIMU, TOBbIIAS
PUCK MH(PEKIIUU, U TPEOYIOT JabHEHIIINX UCCIIEI0OBAHUI TTPU
cuHapome [ayHa.

KmoueBbie caoBa: cunapom Jlayra; TprcoMust 1o 21-ii xpo-
MOCOME; UMMYHOIE(MULINT; ATH

Factors of immunodeficiency in children with trisomy 21 (Down syndrome):
a modern paradigm of immune and non-immune mechanisms

Abstract. Down syndrome is the most common genetic
disorder. Children with trisomy 21 often suffer from severe,
prolonged respiratory infections, which is an immune system
defect. Anatomical and functional defects of the respiratory,
cardiovascular, and digestive systems in children with Down
syndrome may violate natural barriers and promote the devel-
opment of infectious disease that should be taken into account
when treating these patients. Congenital abnormalities of the
immune system associated with trisomy 21 include: mild or
moderate T and B cell lymphopenia with a significant de-

crease in native lymphocytes, mitogen-induced T cell prolif-
eration, specific antibody response to immunization, and neu-
trophil chemotaxis defect. Today, the role of genes SODI and
RCAN I increased expression is proved in the development of
primary immunodeficiency, deficiency of zinc and metabolic
factors, which contribute to the immune disorders, increasing
the risk of infection, and require further researches in Down
syndrome.
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