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FEEMATOOHKOJIOINYHI
3AXBOPIOBAHHSA Y OITEU
3 NIUMEGEN BREAKAGE SYNDROME

Pestome. V' 4 dimeii 3 cundpomom Nijmegen Breakage Syndrome (NBS) ioznauaniu
MiKpoueghaniro, 8i0cmasanHs y Pi3uMHOMY PO3GUMKY, NIMAXON00ibHe 00au14s, iMy-
HOOeiyum 3a KnimuHHUM i 2ymopanvHum munom. iaeno3 éepugikosaro 3a pe3ynv-
mamamu MOAeKYASPHO-2eHeMUYH020 00CAIONCEHHSL, SIKe GUABUNO0 HAAGHICIb 20MO-
3uUeomHoi cnoe’aHcekoimymauii (657del5). Y 3 dimeti nepebie 3axeoprosanhs yckaao-
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BCTYN

Busnauennst Nijmegen Breakage Syndrome (NBS)
OB’ sI3aHe 3 Ha3BOIO royilaHachKoro Micta HilimereH, e
B YHiBepcHUTEeTChKilt KniHiwi y 1981 p. C. Weemans omm-
CaB 3aXBOPIOBAHHS Y IBOX XJIOITYMKIB 3 TIEBHUMH (he-
HOTHUITIYHUMHU O3HAKaMM: MiKpoledaris, XxapakTepHe
MTaxonomioHe 00aMYYsT Ta KOMOIHOBaHMIA iMyHoAedi-
T [6]. NBS BimHOCSTE 1O TpyITH 3aXBOPIOBaHb 3 XPO-
MOCOMHOI0 HecTabibHicTIO. Lt xBopoOa ycragKoBy€eTh-
1 32 ayTOCOMHO-peliecBHUM TUIIOM [ 11, 16]. Ter NBS
oyB Binkputuii R. Varony 1998 p. [12]. Bin 3Haxonutbcs
y moBromy uredi 8-ixpomocomn t (8q21) [10]. ¥ xBopux
3 NBS BUABISIOTh iTeHTUYHY TOMO3UTOTHY MYTALIilO
(657del5), Ha3BaHy CJIOB’SIHCHKOIO. Y HOCIIiIKEHHSIX,
IIPOBEACHUX ITPOTITOM HACTYITHUX POKiB, OYJI0 BUSIBIIC-
HO MOIIMPEHICTh CJIOB’THCHKOI MYTallii Y XKUTeJIiB Pi3HUX
kpain €Bporm. Tak, yacrota NBS y Uechkiit Pecrryomiiri
ctaHoBuUTh 1:129, y IMonbmi — 1:137, B Ykpaini — 1:167.
3okpeMa, Yy TeMaToJIOTiYHOMY BimmiaeHHi JIbBiBChKOI
00J1aCHOI AUTSYOI CIlelliali3oBaHOl KJIiIHIYHOI JIiKapHi,
rmoynHaroun 3 1998 p. mu crioctepiranu 4 xsopux 3 NBS.
Ll matoJiorist € 1OCUTh NOLIMPEHOIO B YKPaiHi i MOBUH-
Ha MpUBEpPTaTU yBary TeHEeTUKIB i TeMaTOOHKOJIOTIB.

Imynonedinut mpu NBS xapakrepusyerbes nedekr-
Hoto ¢yHKIi€ T- i B-mimdboumTis. Y miteparypi onm-
caHi yacTi BUnaaxku yckinagHeHHss NBS po3BUTKOM HO-
BOYTBOPEHB, BOCHOBHOMY JIiM(hbaTUIHOI cUCTeMU |5, 14].

OB’EKT | METOAU AOCNIAXKXEHHSA

00’exToM mocmimkeHHs Oyu 4 aiteit 3 NBS (Ta6m. 1),
nepeoir XBopodU y SIKUX YCKJIAAHUBCSI PO3BUTKOM HO-
BOYTBOPEHbB JIiM(aTUIHOI CUCTEMMU.

HbOI diaeHOCMUKU 2eMAIMOOHK0A02IMHUX YCKAAOHeHb Oimu 3 NBS marome Oymu nio
CHOCIEPENCEHHAM He MINbKU 2eHeMUKI6 ma IMyH0A02I8, a Tl 2eMAMOOHK0A02I6.

BukopuctoByBaiu KJ1iHiKO-JIaOOpaTOPHi i MOJIEKY-
JISIPHO-TEHETUIHI METOIN TOCTiKCHHS.

Tabnuus 1
l'emaTooHkonoriyHi 3axsoproBaHHA y Aited 3 NBS
Mpi- | PikHapo-| Pik BcTaHOB- Rliarno3 Hacnigok
3BMLUE| [DKEHHS |NEHHA AiarHo3y XBOpO6M
M. 1989 1998 NimchobracTHa nimdgoma 3 Pewmicis
YPXEHHSIM KiCTKOBOr0 MO3KY

C. 1992 2001 IndpysHa B-senukoknituHHa | CmepTb
nimgoma y 2001 p.

M. 1990 2001 HeromkkiHcbka andysHa CmepTb
3MiLIAHOKNITUHHA Nlimdhoma |y 2001 p.

L. 1992 1998 ['emodparoumnTapHuin nimgo- | CmepTb
ricTioynTos y 1998 p.

CnioctepexxeHHs 1. Xmomuuk M. TTOCTYITUB [0 Te-
MaroJjorigHoro BimmisieHHs JIsBiBcbkoi OCKJI y mo-
toMy 1998 p. 3i ckapramu Ha (eOpUIBHY TeMIIEpaTypy
Tija, 301IbIIEHHS TTeprUdepUIHUX TIM(MATUIHUX BY3JTiB.
XJI0IMYMK HApOAMBCH Bif 4-1 JOHOIIEHOI BaTiTHOCTI, 3
Macoto Tia 3800 r, moBxkxuHO0 52 cM. [1epira BariTHiCTh
3aBepLIWIACS HAPOJIKEHHSIM 3I0pPOBO1 IiBUMHKHU, APY-
ra BaTiTHICTh — HAPOKCHHSIM JTiBYMHKH 3 MiKpolieda-
JIi€l0, sika rmoMepJia y Bili 1,5 poKy Big Kopy.

XJIOMYMK [0 5 pOKiB pO3BUBABCS 3TiITHO 3 BiIKOBOIO
HopMoto. He xBopiB. ¥ 5-piuHomy Billi OyB onepoBa-
HU 3 TIPUBO/IY YTBOPEHHSI B MPaBili aKCYISIPHIN AiIsTH-
11i, IPU TiCTOJIOTiYHOMY JOCiAXKEHHI SKOTO 03HaK 3J10-
SIKICHOTO POCTY HE BUSBJIEHO. 3 6-pidHOTO BiKy IT04YaB
YacTO XBOPIiTU — CIIOCTepirajvcst IOBTOPHI pecHipa-
TOpHI iH(eK1ii, OTUT, TTHEBMOHid. Y XoBTHi 1997 p.
MaTH 3BEpHYJIa yBary Ha HasiBHICTb IMyXJIMHHOTO YTBO-
py Ha IIMi AMTUHU, JUXOMaHKY. [JUTUHY JiKyBaB
IiTbHUYHMI neaiaTp. [IpoTe ctaH XBOpOro He MoKpa-
IIWBCH, TepudepudHi giMmbaTUdHi By3JIM 3HAYHO
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30inbImIncs. o remaTtosiora 3BepHYJIMCS BHEpIE Y
moroMy 1998 p.

Ha vac rocmiTtanizanii 10 BiIIiJIeHHSI CTaH TUTUHU
cepenHbOoi TSLKKOCTI. Bincrae y pocti — 122 cM (—2,3 LieH-
TWIi) Ta B Maci Tila — 23 KT (—2,5 ueHtuti). OKpyXHIiCTh
rojioBu 45 cM nipu HOpMi 51 cm (—5,3 eHTw). ¥ nuTH-
HU TinepTesopu3M, aHTUMOHTOJIOITHUI PO3pi3 Ovel,
KOpOTKa IWs, 301IbIIEHI BCi Tpynu neprubepuIHuX
JiMpaTUIHUX BY3JiB 10 35 MM, MediHka — Ha 20 MM,
cesieziHka — Ha 10 mm.

Amnaniz xposi: ep. — 3,81 T/n, Hb — 108 v/m, 1. —
4,8 T'/n, Tp. — 380 I'/m, LHOE — 12 mmM/Tox. Jleiikonm-
tapHa popmyna: . — 2%, c. — 53%, nimd. — 44%, MOH. —
1%. IpoteiHorpama: 3arajbHuUIA 610K — 83 T/11, anb0y-
Minu — 45,8%, rnobyninu: o, — 3,2%, a, — 14%, B —
12,4%, y — 25,1% (ta6xa. 2). ImyHormoOyainu: A —
1,71t/a,M — 1,40 v/n, G — 11,60 r/x1 (tabm. 3); LHIK —
74 On. Cepen MOKa3HUKIB KJIITUHHOTO iMyHiTeTy (Ta01. 4)
BiZl3HaYEHO 3HAYHE 3MEHIIEHHS a0COIOTHOI KiJIbKOCTi
T-nimdporutie — CD3+, CD4+, CD8+ ta B-nimdo-
uTtiB — CD19+.

ITpu Y3]I yepeBHOI MOPOXXHUHU BUSIBJIEHA BEIMKa
KinbKicTh 30iabmieHUX 10 30 MM Me3eHTepiaJlbHUX
JiMdaTtnyHuxX By3JiB. [TeyiHKka — eXOreHHiCTh 3BUYaii-
Ha, CTpYKTypa cepeaHbo3epHucTa. Po3Mip cene3iHku —
108 x 35 Mm. ZKoBUHMIA MiXyp, MiAILTYHKOBA 3371032 —
0e3 cyTTeBUX 3MiH. HUpKM po3TaiiioBaHi TUIIOBO, 3B -
yaitHuX po3MipiB. CUHYCH YIIIJIbHEH], YAIIKOBO-MHUC-
KOBa cucteMa 6e3 0COOJTMBOCTEM.

ITig yac HUTOIOTIYHOTO AOCHiAKEHHS 3pa3Ka BUaa-
JIEHOTO JiM(paTUYHOTO By3Jia BUSIBJEHO MOHOMOPGhHY
nomnyJsito aiMmboigHux omactiB L /L,. IIpoBeneHa 6io-
ncisg aiMdaruyHoro By3na. IlatoricronoriyHuit mia-
THO3 — HETOMKKiHChbKa Iudy3Ha JiMdoobaacTHa JiMdpo-
Ma. ITyHKTaT KicTKOBOro MO3KY: epoi. — 1, 6a30biabHi
HopMmoimTtu — 10%, monixpoMaTodiibHi HOPMOITUTH —
6%, oxcu@inbHi HOpMouuTH — 7%, ipom1l. — 1%,
ML — 6%, mMmLL. — 5%, . — 13%, ¢c. — 16%, e. — 1%,
niMpoor. — 16%, mimdp. — 13%, moH. — 5%. LluToximi-
YHE AOCJIIKEHHS OJJACTHUX KJIITUH KiCTKOBOTO MO3KY:
MepoKCcHuaa3a — peakllisi B CyOCTpaTHUX KITITUHAX — He-
raTuBHa, PAS-peakiliss — Mo3uTHUBHA, 3epHUCTA; KHUCJIa
¢ocdaraza — Mo3uTUBHA; HecleuudiuHa ecTepa3a —
TO3UTUBHA. 32 PE3yTbTaTAMU MOJIEKYJISIPHO-TEHETUIHHX
JOCITiIKEeHb, MpoBeaeHUX IpodecopoM R.Varon y bep-
JIIHCHKOMY YHiBEpCHUTETIi, BCTAHOBJICHO, 1110 XBOPUIA € TO-
MO3WTOTHHM 32 CJIOB’STHCBEKOIO MyTalliero 657del5.

Ha mincraBi kJ1iHiYHMX JaHUX (BUpakKeHU JiMdo-
npoidepaTUBHUN CUHAPOM), PE3YJIbTaTiB JOCTiIKEH-
Hs GionTary JiMdaTUIHOTO By3ja, [IUTOJOTIYHUX 1O-
CJTiIKeHb 3pa3KiB By3Jla Ta KiCTKOBOT'O MO3KY JliarHOC-
ToBaHO JiMbobnacTHy dimdomy (L;/L,) 3 ypakeHHIM
KiCTKOBOTO MO3KY. ¥ XBOPOTO TaKOX Oyjia BUSIBJIEHA
CUMIITOMAaTHKa, XxapaktepHa w1 NBS: Mikpouedaris,
KOMOiHOBaHMI iIMyHHUI nediluT.

XBOPOMY NPU3HAYWIIN TEPAITiIO 3TiAHO 3 IPOTOKOJIOM
BFM mng niMmdobaacTHoi JiMboMU, aganTOBAaHUM J0
yMoB YKpainu. byjio nocsirHyTo peMicito. B mpotieci iky-
BaHHS Y TUTUHY BiI3HAYEHi YacTi pecripaTopHi iHbeKIlii,
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MTHEBMOHIsI, MyKO3UT, raliMopuT, OTUT. [TinTpuMyBaib-
He XiMioTepaleBTUYHE JIiKyBaHHS 3aKiHUWIN Y TIOTOMY
2000 p. XBopuii mepedyBae y CTaHi MMOBHOI KJIiHiKO-Te-
MaToJIOTiYHOI peMicii. B ocTaHHil piK micisd 3aKiHYeHHS
MiATPUMYBaJIbHOI Tepamii yacToTa pecIipaToOpHUX
iHMbeKIIii1 3HaYHO 3HU3WJIACS.

CnocrepexeHHs 2. XBopuii C.y ceprHi 2001 p. roc-
MiTali30BaHUIl 10 peaHiMaliiiHoro BimmineHHs JIbBiB-
cbkoi OJICKIT y my>xe Tsikkomy ctaHi. Ckapru Ha BUpa-
JKEeHY 3arajibHy cJ1abicTh, 3aUILIKY, KallleJib, TinepTep-
Mito. 3a TaHMMM aHaMHe3y BioMo, 1110 y itotomy 2001 p.
TepexBOPiB Ha TPUII, MePeOir SIKOro YCKIaJHUBCS PO3-
BUTKOM ITHEeBMOHii. CTallioHapHe JIiKyBaHHSI B ITyJIbMO-
HOJIOTiYHOMY Ta (hTU3iaTPUIHOMY BiIiIEeHHSIX OyJ10 Ma-
snoedexkTuBHUM. Y TpaBHi 2001 p. XBOpOMY ITPOBENECHO
caHalliiiHy OpOHXOCKOTIil0, AiarHOCTOBAHO THiHU
JIiBOOIYHUI eHno6poHxiT. I1ix yac momanpiimx obcre-
>K€Hb BUSIBJIEHO TiNepruia3ito BHYTPilIHLOTPYIHUX Ta T1e-
pudepuyHUX JiMOATUIHUX BY3JiB, KOMOiHOBaHUM
iIMyHHUI AebinuT. 3anporoHOBaHO MTPOBeAeHHS Oiomcil
JiMdaTUYHOrO By3/1a Ta KiCTKOBOMO3KOBOI ITyHKIIi1, BiJ
SIKMX 6aTbK1 BiIMOBUJIUCS i POIOBXKYBAIH JTiKyBaHHS
JUTWHU Y CHEeLiaTliCTiB HETPAAULIIITHOT MEAULIMHU. XBO-
poba mporpecyBala, i y TSoKKOMY CTaHi XBOPOTO TOCITiTa-
JIi30BaHO J0 JiKapHi. XJI0MYMK HApOAUBCS Bifl MEPIIOL
JIOHONIEHO1 BariTHOCTI 3 Macoto Tijia 2400 r. BingHaueHo
YyacTi pecripaTopHi iH(eKllii, CTOMaTUT, BiACTaBaB Y MCH-
XOMOTOPHOMY PO3BUTKY. Ha MOMEHT rocmiTtanizatii 10
peaHimMaliifHOTO BiAiIeHHs CTaH AUTUHU Ty>Ke TSKKUI,
pi3K0 3HMXeHoro xapuyBaHHs. Pict — 117 cMm, maca
Tiza — 18 Kr, OKpYXKHIiCTb TOJIOBU — 45 CM.

Ixipa 3eMyumcTO-Cciporo BiATiHKY, cyXa, HasBHi
MHOXXWHHIi MapoHixii, TiHTiBiT, apTO3HUI CTOMATUT.
KoHroMepaTu 1iiJIbHOETaCTUIHUX, HEOOTIOUMX TTEPH -
depruyHuX JiMDATUIHUX BY3JiB (IIMIHO-TiAIIEAET-
HUX, TTIAXOBUX, MaXBUHHUX) AiaMeTpoM 10 30 MM,
MixpebepHi giMmbaTtnyHi By3au — a0 10 mMm. I'pynHa
KJIiTKa — 00YKOIMOai0HO1 KOH(pirypalii, B AuXaHHi Oe-
PYTb y4acTh HOMOMiXHi M’s3u. YacToTa TUXaHHS —
48 3a 1 xB. JIuxaHHS XOpCTKe, MPOBiAHI Xpunu. TOHU
cepls MpUIyIleHi, Taxikapaist 1o 133 3a 1 xB, cucTo-
JIIYHUH 1IyM QYHKIIIOHATBHOTO XapaKTepy Hall BEpXiB-
koto Ta'y V touui. [1pu manbnanii XuBit M’ IKUi, Kpait
TMEeYiHKM BUSHAYAETHCS HIDKUYE peOepHO1 IyTv Ha 20 MM,
cene3iHku — Ha 50 MM.

Amnai3z kposi: ep. — 3,94 T/a, Hb — 109 r/x, 1. —
2 T/m,mp. —220 I'/n, IHOE — 38 mm/rom. JIeiikonuTap-
Ha ¢hopmyna: MiL. — 2%, MMl — 6%, e. — 1%, 1. — 16%,
c. —25%, nimd. — 35%, MoH. — 15%. Mienorpama: 61. —
13%, npomu. —5%, mu. — 21,5%, mmi,. — 4,5%, 1. —
3,2%, c. — 2%, e. — 0,3%, 6. — 0,3%, nimd. — 22,7%,
MOH. — 3%, epbn. — 0,5%, Ho1. — 24,5%, HasIBHI O3Ha-
KU BUPAXKEHOTO JUCMi€ON0e3y, TUCTPOMOOILIUTOIIOE3Y.
PesynabTatil mocniakeHHs iMyHHOT'O CTaTyCy HaBeleHi B
Tabn. 3, 4. PentreHorpadist opraHiB rpyaHO1 TOPOKHM-
HU: JTiBOCTOPOHHII1 THEBMOTOPAKC, 3HXKEeHA ITHEBMa-
TU3allis BEPXHbOI YaCTKH MTPaBOi JIeTreHi 3a paxyHOK Tilo-
BEHTMJISLT, 3/1iBa MPUCTIHKOBO i HaJ BEPXiBKOIO —
CMY>XKa ITOBITpSI; JIereHeBa TKaHWHA YIIIJTbHEeHA 3 TTOCH -
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JICHUM iHTepCTULiaIbHUM MAaJlOHKOM, KOHIJIOMepaTH
301IbIICHUX MapaTpaxeaJbHUX Ta OPOHXOITYJIbMOHAITb-
HUX JTiIMDAaTUIHUX BY31iB 3 03HaKaMU MOTipIIEeHHS OpOH-
XiaJIbHOI MPOXiAHOCTI, TiHb ceplisd Ha (hOHi ONMUCAaHUX
3MiH He BizyasizyeTbcs. ExoKI™: rimponepuxapm, moMmipHa
JIeTeHeBa rinepTeHsis. 3 JiarHOCTUYHOIO METOI0 BUKO-
HaHO 0iOoTCi0 MPaBOro MaxoBoro JiMpaTUYHOTo By3a.
BucHOBOK ricrosioriuHoro gociakeHHs: audy3Ha B-Be-
JIMKOKJITUHHA JiMpoMa (3a REAL-knacudikaiii€ro).
IMyHOMeHOTHITYBaHHS BUAATIEHOTO JIiM(aTUYHOTO BY3-
na: CD10+ (nmoswtusHi knitiau) — 46%, HLA-DR —
71%, CD34 — 46%, CD19 — 20%, CD22 — 93%,
CD24 — 63%, k (;1erki JaHIIOrM iMyHOTJIO0YJTiHIB) —
29%, A —99%.

V3/1: nediHKa 30ibllIeHa 32 paXyHOK JIBOX YaCTOK,
npaBa — Ha 25 MM, JliBa — Ha 25 MM BUCTYTIAlOTh 3-MIi[T
pebepHoi Iyru, cTpoMma YIIiIbHEHa, CTPYKTypa OIHO-
pimHa, MiAIUTYHKOBA 3aj103a TilepeXoreHHa; cejie3iHKa
3HAYHO 30iblIIeHa, HXKHIM Kpail Ha piBHi ITynKa, Ie-
punopTaibHa aneHomnaris 1o 30 MM y AiameTpi, B iJieo-
LeKaJIbHil AUTSHII — JABa JiMGbaTUYHi By3JId JiaMETPOM
22 MM Ta 42 MM, HUPKM 3BUYAAHUX PO3MipiB, MapeHXi-
Ma He3HAYHO IMOTOBIIIEHA, YaIlIKOBO-MUCKOBA CUCTEMa
0e3 auararlii.

XBOpOMY MPU3HAYEHO aHTUOAKTepiaJbHY Teparlilo,
BBEACHHS CaHAOMIO0YJIiHY, 1€3iHTOKCUKALIIITHY KOpH-
TYBaJIbHY iH(Y3iliHY, IUTOCTaTUYHY Teparito (mpen-
Hi30JI0H, HMKI0(ochaH) 3rigHo 3 mporpamoro B-HXJI-
IJJ1Y-2000. BinzHaueHo 3MeHIIEHHS TTepudepUIHNX
JiMbatuyHux By3aiB. [IpoTe Ha (GOHI BUCHAXKEHHS
BiTanbHUX (DYHKIIII yepe3 THUXKIEeHb NepeOdyBaHHS Y
BiIIizieHHi peaHiMallii XBOpHUii moMep. AyTomcito i rma-
TOJIOrOAHATOMIYHE AOCTiIXKEHHSI HEe TPOBOAUIIN Yepes
KaTeropryHy BiIMOBY OaTbKiB.

Cnocrepexenns 3. liBunnka I1. rocmitanizoBaHa 1o
JIbBiBcbkoi OJICKJI y xoBTHi 2001 p. AuTrHA Hapo-
JIWJIacs BiJl MEPIIOi JOHOIIEHOI BariTHOCTI 3 Macol1o Tijia
2300 r. Y IMTUHCTBI NepeHeca KallIloK, 4acTO XBOPi-
JIa Ha pecItipaTopHi iH(eKii. 3 aHaMHe3y BiToMO, 1110
JTUTUHA XBOPiJIa MPOTSITOM MicCs1Is, BiIKOIU 3’ IBUIUCS
CyXMii KallleJib i 3arajibHa ci1abicTh. [Ipu3HayeHa aHTU-
OakTepiajibHa Teparlisi Oyyia HeeeKTUBHOIO, CUMIITO-
MM XBOPOOU IIPOTPECYBAIIH.

TsexKicTh cTaHy Mig yac rocmiTaiialii Oyyia 3yMOB-
JIEHa TIPOsIBAMU IWXaJIbHOI HEMOCTATHOCTI: BUpaXkeHa
3aUIIKAa, IIyMHe JUXaHH: 3 yactoTolo 40 3a 1 xB. AnTu-
Ha BincTaBaia y (pi3MIHOMY PO3BUTKY (IO 3 LEHTWIIIB):
pict — 118 cMm, maca Tiza — 16,5 xr, Mikpouedais
(OKpYKHiCTb rojioBu — 46 cM). BusiBieHo makeT Haf-
KITIOYNYHUX JTiM(PaTUIHUX BY3JIiB cripaBa. JuxaHHS
JKOPCTKeE, y HIKHIX Bifiax — ocjiabieHe, Bil3HAYar0Th-
csl MOOAMHOKI cyxi xpunu. ToHU ceplisd TIPUIIIYIIEHI,
PUTMIYHI, 9acTOTa ceplieBUX cKopoueHb 140 3a 1 xB. [Tpu
MayibIallii XXUBIT M’ SIK1iA, Kpaii medinku Ha 20 MM, ce-
JIe3inky — Ha 10 MM BUCTyTIA€ 3-1im pebepHoi myru. TTig
Yac peHTreHOJIOTIYHOT0 JOCIIKEHHS BUSIBJICHO Tillep-
TI1a3io JTiM(aTUIHUX BY3J1iB cepeaocTiHHs. Y 3] yepeB-
HOI MOPOXXHUHU: TeTaToiEHAIbHUI CUHIPOM Ta IUC-
TOIIisl IpaBol HUPKU. AHaJli3 KpoBi: ep. — 4,62 « T/x,

Hb — 125 r/n, n. — 6,9 T/n, p. — 406 I'/n, LIOE — 8
mm/ron. JlelikountapHa gopmyina: e. — 1%, m. — 1%,
c. —69%, nimd. — 19%, moH. — 10%. ImyHOITOOYTiHM:
A —0,181/1, M — 0,88 v/, G — 3,93 r/n. 3 MeTOI0 Be-
pudikalii qiarHo3y i 3aralbHUM HapKO30M MPOBee-
HO OiorIcito mpaBoro MUHHOTO JiM(MATUYHOTO BYy3Jia.
BHICHOBOK T'iCTOJIOTIYHOTO TOCTiIXKEHHST: HETOIKKiHCh-
Ka nudy3Ha 3MintaHoKIiTUHHA JiMdoma. Tlicns aHec-
Te3ii caMocTiliHe TMXaHHS He BinHoBUI0cs. CTaH 3aii-
IIaBCsl BKpaii TSKKUM, XBopa TNepedyBajia Ha ITYYHil
BEHTWJISILI JiereHb. Yepes 15 rof miciis rocmitanizanii au-
ThHa ToMmepJia. [TaTooroaHaTOMiYHUA AiarTHO3: HETOI-
XKiHCbKa qrcy3Ha 3MIlTaHOKJIITUHHA JiMdboMa nepe-
JIHBOTO CEPEeIOCTiHHSI Ta ILI1i 3 TOYaTKOM I'eHepatizallii
Mpolecy y BUITISIAI MyXJIMHHUX iHGUIBTPATIB i TIeB-
polo, y TeviHIi Ta cenesinui. KoMmpecis ctpaBoxomy i
Tpaxei. PokaabHa eMbizeMa iereHb. [ HiltHMIT Tpaxeoo-
POHXIT 3 03HaKaM1 OPOHXOCMa3My, IBOOIYHA IPiOHOBOT-
HUILIeBa THiliHa MTHeBMOHisl. HabpsiK-HabyXxaHHS roJIoB-
Horo Mo3Ky. Mikponedaris. Extomis Ta rirmoruiasist mpa-
BOi HUPKMU.

CnoctepexeHHs 4. Lleii Bunagok NBS 0yB onuca-
Huit Hamu y 2000 p. [13]. Y xBoporo III. Bu3HaYeHO TH-
noBuit cumnromokomimiekc NBS. Ponosin xBoporo
O0TSIKeHUI. Y MaTepi 10 HapoIKeHHs MpobdaHaa 0yio
TPY MEPTBOHAPOIIKEHHS, IKUMMU 3aBEPIIUIIMCS ABi Ba-
riTHOCTi y TepMiH 30 TviX rectaitii. Bnpogosxk 6aratbox
TMOKOJIiHb POAMHU 6aThKa Ta MaTePi XBOPOTO MELIKATU
B OJIHi!1 Mic1IeBOCTi (B OmMHOMY ceJli). Y AUTUHU B aHaM -
He3i yacTi iH(peK1iliHi OpoHX0JIereHeBi 3aXBOPIOBAHHSI.
Ha vac rocniTasni3aiiii 1o reMaToJOTiYHOTO BilIiIeHHS
BiJI3HAUE€HO 3HAYHe BiAcTaBaHHS y POCTi Ta Maci Tijia
(TToKa3HMKU (hi3MYHOTO PO3BUTKY HIKYE 3 IEHTUITIB),
MiKpoledais (OKpYy>XHIiCTbh FOJIOBU — 45 CM, Y HOpMi —
52 cm). Big3HaueHi Bucoka (pedpusibHA TemIiepaTypa
Tija (IUXOMaHKa), BUpaxkeHul JiMbonposidepaTus-
HUI Ta renarolieHaTbHUI CUHIPOMMU, 3HVKEHHST PiBHS
iMyHOIJIOOYJTiHiB yCiX KJIaciB Ta MOKA3HUKIB KJIITUHHOTO
iMyHiTeTy. Ha migcTaBi LIMTOJIOTIYHOTO JOCIiIKEHHS
KiCTKOBOT'O MO3KY KPUXKOBO1 KiCTKH i IIMAHOTO JliMa-
TUYHOTO By3J1a, I¢ BUSIBJICHO TiCTIOLIMTH 3 O3HAKaMu
epuTtpodarii, y xBoporo onHodyacHo 3 NBS miarHocTto-
BaHO reMoaroluTapHuii TimgorictiounTos. XimioTe-
parieBTUYHE JIiKkyBaHHS (MpeaHi30JI0H, BiHOJIACTUH,
€TOIO03U) BUSABUIOCS €(EKTUBHUM, perpecyBaiu
30UTbIIEH] JiMMaTUYHI BY31, 3MEHIIWIUCS PO3MipU
TEeYiHKHU Ta cene3iHKu. He3Baxxarouu Ha 3aCTOCYBaHHS
Y JIiKyBaJIbHOMY KOMITJIEKCi aHTUOaKTepiaJIbHUX Mpera-
paTiB IIMPOKOTO CHEKTpa Mii, AHTUMiIKOTUKIB, a TAKOXK
MpoBeIeHHS reMoTpaHCcy3iii, mepedir 3aXxBOpIOBaHHS
BIIPOJIOBK YChOTO YaCy CIIOCTEPEKEHHS YCKIIaTHIOBaB-
¢ iHGMEKIiIMU TSIXKOrO CTYMEHSI — ITHEBMOHIEIO,
OOCTPYKTUBHUM OpoHXiTOM, JiMdaaeHiTOM,
€HTEePOKOJIITOM, ITOPYIIICHHSIM BOTHO-EJICKTPOIIITHOTO
obMiHy. HapocTana guctpodizallist XBOporo, norjauno-
JIFOBABCS TIMIOIMYHHUI CTaH, 11O CIIPUYMHUIIO JICTATh-
He 3aBeplIEHHS XBOPOOMU.

Crniz 3a3HaYUTH, 1O [IUTOTOKCUYHA Ta iMyHOCYII-
pecuBHa Teparisl Ha QOoHi BxXe iCHyrouoro iMmyHonedi-
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LIMTY Pi3KO MiABUILYE PU3UK PO3BUTKY K OaHAJIbHUX,
TaK i OMOPTYHICTUYHUX iH(EKIIil, 1110 BUMarae iHTeH-
CHBHOI aHTUOAKTEpiaIbHOI Tepaltii.

IIpoBomunu nudepeHianbHy JiaTHOCTUKY IIEPBUH-
HOTro reModarouTapHoro JiM(OTiCTIONTO3Y SIK Tep-
BUHHOTO 3aXBOPIOBAHHS i BTOPMHHOI'O reMoarourap-
HOTO JIiM(OTICTIOLUTO3Y, SIKWi1 YCKITATHWB TSDKKI iH(eK-
1iiTHI mpouecu Ha doHi iMyHoaedilmTy. Hespaxarouu
Ha CKJIagHIiCTh AudepeHLiaaIbHOI T1iarHOCTUKH, Pi3KO
BUpPaxXeHa npoidepallis nepucdepuIHuX JiMOaTHIHX
BY3J1iB, TenaToCIIJIEHOMeTalis Ta pe3y/abTaTH riCTOJIOoTiv-
HOTO IOCTIIKEHHS JIiMGaTUIHOTO By3Jia Jadyd HaM
MincTaBy BUBHAYMTU TeMoparouuTapHuii 1iMmgorictio-
IUTO3 K epBUHHMIA TIporiec. [TinTBepmkeHHSIM IIHOTO
€ TOM (hakT, 10 MpU3HAYCHA ITOJIiXiMioTepaIlris Oyra
e(eKTUBHOIO, JIIM(OTIpoTihepaTUBHII CUHIPOM perpe-
CyBaB, CTaH IUTUHHU 3aJIMIIABCS CTAOTBHIM BIIPOTOBXK
Jesskoro yacy. JlaHi iHImmx aBTopiB [ 1, 2] TaKOX cBiq4aTh
PO CKIIATHICTB TUepeHILIiaTbHOL JiarHOCTUKY TTEPBUH-
HOTO i BTOpMHHOTO reModarouTapHoro JimdoricTio-
IMTO3Y, He3BaXXKaloUM Ha BiACYTHICTh MPUHIIMIIOBUX
BiIMiHHOCTEI KIIIHIYHUX MPOSBiB, MOpdoJIOTiYHOI Ta
iIMYHOJIOTIYHO1 XapaKTEepUCTUK. Y JOCITiIKEHHSIX OCTaH-
HixX gecatupid [2] 3’sicoBaHi MexaHi3MU PO3BUTKY FreMO-
daroumTapHOTO JIiIMMOTICTIONUTO3Y, IO CBiAYATh PO
CKJIAAHOCTI MOro JIiKyBaHHS.

Tabnuusa 2
Moka3Huku npoTeiHorpamu y pitei 3 NBS
Moka3Huk Xsopi
M. C. M. 118
3ar. 6inok, r/n 83,0 71,5 74,2 46,5
AnbbymiH, % 4538 60,7 48,0 58
04-1106YyNiH, % 3,2 7,1 — 8
0lp-rN06YNiH, % 14 14,0 — 16
B-rno6yniH, % 12,4 15,3 — 15
Y-rno6ynid, % 251 2,9 — 3
Tabnuus 3
Moka3Huku BMicTy iMyHorno6yninis y piteid 3 NBS
Moka3Huk XBopi
Hopma (r/n) M. C. M. L1,
IgA 0,69-3,82 1,71 0,1 0,18 0,91
IgV 0,63-2,77 1,40 1,05 0,88 0,6
19G 0,723-16,82] 11,60 1,7 3,93 2,9
Tabnuus 4
Pe3ynbTat imyHonoriynux gocnigpkeHnb y xsopux 3 NBS
ImyHodheHoTunosi nony- | Hopma XBopi
nauii nimcpouuTie M. C. L.
CD3 % 38-53 60 53 51
I/n 2,9-5,1 0,688 0,47 0,382
CD4 % 30-40 23 16 29
/n 1,0-1,8 0,263 0,14 0,217
CD8 % 25-32 35 36 20
[/n 0,815 0,401 0,324 0,150
CD19 % 21-29 3 21 3
I/n 0,8-1,5 0,034 0,189 0,022
CD16/56 % 8-15 24 16 1
[/n 0,2-0,6 0,25 0,14 0,007

PE3YJIbTATU TATX OBrOBOPEHHSA

NBS, 51K i iH111i XBOpOOM XpOMOCOMHOI HECTAOLTLHOCTI,
JI0 SIKMX BiTHOCSITh aTaKcCilo-TeJieaHrieKTasito, CUHIPOM
Biiyma, anemito MaHKOHI, ITITMEHTHY KCEpOIEPMIil0, Xa-
PaKTEPU3YETHCS MiABUILIEHUM PU3UKOM PO3BUTKY Y MO-
JIOAOMY Billi OHKoJ1oTriuHOi naToJiorii [4]. [IpoTe yacToTra

OPUTUHANbHbBIE NCCNELJOBAHWSA

HOBOYTBOpeHb y xBopux 3 NBS ocobmuBo Brcoka. Tak,
Chrzanowska ta criiBaBTOpH [8] Bil3HA4YarOTh, 1110 YaCTOTa
OHKOJTOTiYHMX 3aXBOproBaHb Ipu N BS Oisibiiie HiX yaBidi
BWILIA y TTOPiBHSTHHI 3 aTaKCi€l0-TeleaHTiekTasieto. Seema-
nova HaBOAUTD Pe3yJIbTaT! CIIOCTePEKeHHS 8 MalliEHTIB
3NBS, 4 3 axux moMepn y Bitli 9—19 poKiB Bil OHKOJIOTIY-
HUX 3axBoproBaHs [ 15]. 3rigHo 3 sanumu Chrzanowska [9],
3 11 mireit 3 NBS Tinbku B 1 DiBUMHKU TIepedir XBOpoou
YCKJIaTHUBCS PO3BUTKOM B-imbomu.

MixnapoaHa NBS-cTynis, y peecTpi s5Koi Hapaxo-
By€eThco 55 mamienTiB 3 NBS, mosinomMiste, mo y 40% i3
HUX OHKOJIOTiYHi 3aXBOPIOBaHHS OyJIM 1iarHOCTOBAHi y
Bili 10 21 poky [7]. ¥ xBopux 3 NBS po3BuBaroThcs Ie-
PeBaXKHO 3JIOSAKICHI MyXJIWHU JiM(MaTUYHOI CUCTEMU,
cepell SKUX OCHOBHE MiClle HaJIeXKUTh HETOIKKiHChKUM
niMmpomawm [17]. Binbiricts NBS-acorifioBanux nimgom
MaroTh B-JiHiliHE TOXOMXEHHS, MPOTEe B OKPEMMX XBO-
PUYX TaKOX JiarHOCTYIOTh T-1iMbobIacTHi TiMpoMU, He-
3BaXKal04M Ha Te, 1110 KJTiHiYHi O3HAKU 3aXBOpIOBaHHS [ 14]
JOCUTh Pi3HOMAaHITHI i HailuacTilie ypaxkeHHS 3a3Hal0Th
IIWIHI JiMaTUIHI By3/1M, IPUHOCOBI Ma3yxy, HOCOBa
yacTuHa 10Tk [17]. ¥V mocTymHiil Ham JitepaTypi MU
3HANTIUIN JTUIIIE OHE TTOBiTOMJIEHHSI PO PO3BUTOK I'OCT-
poi MienoinHoi nefikemii y autriau 3 NBS [3].

3 po3LIMPEHHSIM apceHaly MeAMKAMEHTIB Ta ITiBU-
IIEHHSIM e(PeKTUBHOCTI JIiKyBaHHS niTeit 3 NBS 3 indexk-
LIMHUMU YCKITATHEHHSIMM 3JI0SIKICHI MyXJIMHU CTalOTh
HalyacTilIo MpUIMHO0 cMepTi. OTKe, y AiTeil 3 iMyHO-
JIeiUTHIM CTAaHOM Ha0YB aKTyaJIbHOCTI ITOIITYK ONTH-
MaJTbHOI Tepariii HOBOYTBOpPEHb. Y IIbOMY acCIeKTi 11iKa-
BUM € TToBifoMJIeHHs Seidmann i criiBaBTopiB [17], sKi
HaBOMSTh pe3yJbTaTU 3aCTOCYBaHHS IMOJiXiMioTepanil
3 IPUBOAY HETOMXKiHChbKOI JiMpomu y BFM-crynii
y 9 xBopux 3 iMyHonedilIMTOM (5 — 3 aTaKCi€lo-TeJIeaHTi-
ekrazieto Ta 4 — 3 NBS). Cepen Hux 5 (55%) 3Haxonu-
JICH Y TIepILii MOBHil peMicii 3 MeiaHOI0 BUXKMBAHOCTI
5 pokiB. ABTOPH aKIIEHTYIOTb YBary Ha iHIMBiTyaaIbHO-
MY TiAXO/i 10 BUBHAYEHHS iHTEHCUBHOCTI TepaItii 3 ypa-
XyBaHHSM (haKTOPiB PU3UKY Y KOKHOI'O XBOPOTO 3 MOX-
JIMBOIO KOPEKIIi€I0 apceHaTy Ta I03yBaHHS XiMioTeparieB-
TUYHUX MperapaTiB.

BUCHOBKUA

HagsepneHni cnocrepekeHHsI € 1iKaBUMU 3 TOYKU 30PY
npiarHocTuKH NBS Ta po3BUTKY MOXIIMBHX YCKIJIATHEHD
HOBOYTBOPEHbD JiM(paTUYHOI CUCTEMU.

151 OLiHKY iMYHHOTO CTaHYy y XBOPUX 3 MIiKpOILIe-
daniero Ta yacTUMU iHOEKUIHHUMU yCKIATHEHHIMU
HEOOXigHO MPOBOAUTHU iIMYHOJIOTiUHI IOCIiAKEeHHS.
3a yMOBY BUSIBJIEHHS TIMOIMyHHOTO cTaHy AiarHo3 NBS
HEeOoOXiTHO MiATBEPAUTH pe3yabTaTaMU MOJIEKYISIPHO-
TEHETUYHOTO TOCTiKeHHS. JIJIsl paHHBOTO BUSIBIICHHSI
MOXJUBUX T€MAaTOOHKOJIOTIYHUX YCKJIaIHEHb HiTH
3 NBS maloth nepeOyBaTH ITiJI CITOCTEpEXEHHAM He
TiJIBKY iMYHOJIOTiB Ta TeHETUKIiB, & i TeMAaTOOHKOJIOTIB.
Crin 3a3HaunTH, o Oitam 3 NBS, axwuit cyrmpoBom-
KYETBCSI PO3BUTKOM HETOMKKIHCBHKOI JTiM(OMU, CIIi
MpU3HAYaTH XiMioTeparneBTUYHE JIiIKyBaHHS OJJHOYAC-
HO 3 IHTEHCHMBHOIO aHTUOAKTEPiaJIbHOIO TEpaIli€lo.
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HEMATOONCOLOGIC DISEASES
IN CHILDREN WITH NIUMEGEN BREAKAGE
SYNDROME

R.S. Polischuk, 0.0. Troyanovska, N.I. Kitsera,
LP. Tsymbaliuk, Yu.J. Gavryliuk|, R. Varon,
N.V. Markevich, L.L. Skoropad, O.V. Lyga,
0.1. Stepaniuk

Summary. Four children with NBS are reported. Each of
them showed: microcephalia, delayed physical develop-

ment, birdface, cellular and humoral immunodeficiencies.

The diagnosis was verified by molecular/genetic study which

showed homozygous Slavonic mutation (657del5). The sta-

tus of 3 patients was complicated by non-Hodgkin lympho-

mas (lymphoblastic lymphoma with affection of the bone
marrow; diffuse B large cell ymphoma; diffuse mixed cell
lymphoma), and in one case by hemophagocytic lympho-

hystocytosis. The boy with lymphoblastic lymphoma who

was subjected to intensive cytostatic therapy (BFM proto-

col) is currently in a relapse (survival median — 4 years).

For early diagnosis of hematooncologic complications,

children with NBS must be observed not only by geneticists
and immunologists but also by hematooncologists.

Key Words: Nijmegen Breakage Syndrome,
children, hematooncologic diseases
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