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Ileavio nacmosiueti pabomvl AGUIOCH UYUEHUE INUOCMUUECKOT CUMYAYUU OMHOCUMELLHO 3A60IE6ACMOCTNU 3N0KAUCCTNEEHHIMU
H06006paszosanusmu y auy, so3pacmnoi epynnot 0—17 nem ¢ Asepbaiioncancroii Pecnybnuxe 6 2013 z00y. Hccaedosanus noka-
3au, 4mo 310Kauecmeenivle H08006PA306aHUsL 8 OCMCKOM 603pacme He S6L0mcs pedkoi namoozuell. Bedywei nosonozuue-
CKOTL hopMOTL Y Juty 060€20 NoJaA AGAAIOMCS 3a60NC6aAH UL TUMPOUOHOT U Kposemaopou mxaneil (60,0% u 52,0% ). Ixcmencus-
HuLTl noKasamenw y demeil OvLL omHocumenvio neevicox (1,4% ). Cmandapmusosannviil nOKasameib, HE3AGUCUMO OM 603PACMA,
y manvuukos 6vi 6 1,4 pasa evuue, uem y deouek. Pesynvmamot ucciedosanus noomeepicoaiom 1eodxo0umocms oanvheriuezo

UsYyUeHUst nPobIeMbL OeMCKOL OHKOLOZUL.

Kantoueesvte cnosa: 8emu, 3JI0Ka4vecmeennoe 7[06006]70306617[1,{6‘, IKCMENCUBHDLIL noxkasameJio, cmauaapmusoeauublﬁ noxkasameib.

Beenenue

I/IHTepec K mpo6JIeMe JIETCKOM OHKOJIOTUH B MOCJIE-
HI€ TO/BI He CIyYaeH U 00YCJIOBIEH, B TIEPBYIO OUe-
pefib, TeM, 4YTO B 9KOHOMHYECKU PA3BUTBIX CTPAHAX 3JI0Kaye-
CTBeHHbIE 3a00JIeBAHUS 3aAHUMAIOT OJHO U3 TIEPBBIX MECT
B CTPYKTYPe CMEPTHOCTH JIeTell B BO3PACTE CTaplie Tojia.

Hecmotpst Ha HeGoIIbINYIO YacToTy (B cpaBHEHUHU ¢ 3260~
JIEBAEMOCTBIO B3POCJIBIX), 3J0KaueCTBEHHbIE HOBOOOPA30Ba-
HUS y feteil obmamaior psimoM ocobennocteit. 1o manHbM
psilia aBTOPOB CYIIECTBYIOMIUX PETMCTPOB OIyXOJei, y aeTeit
OCHOBHBIMU HO30JIOTHYECKUMU (OPMAMU  SBJISIOTCS TeMO-
6J1acTO3bI, 3aTeM HOBOOOPA30BAHUA IEHTPAILHONU HEPBHOI
CHCTEeMBI, KOCTel, MATKIX TKaHel u T.1 [2].

Ienvto macrosieit pabOTHI ABUIOCH U3YYEHIE HTMUICMUO-
JIOTUYECKOIT CUTYAIMI OTHOCHTENIBHO 3a00JI€BAEMOCTH 3JI0Ka-
YeCTBEHHBIMI HOBOOOPA30BAHUSIMU Y JIUIT BO3PACTHO TPYIITIBI
0—17 net B Azepbaiimkanckoii Pecriybimke B 2013 rogy.

Marepuan u MeTObI Uccie0BaHUI

JIIs1 OLEHKM DMUAEMHUOJOTHYECKON CUTyalu ObLIN T1PO-
BeJICHbI HUKECJIEYIONINE CTATUCTUYECKIE PACUETBI: TTI0Ka3a-
TeJb IKCTEHCHBHOCTH W WHTEHCHBHOCTH, KOdDPUIMEHT
TMOPKEHHOCTH U arPEeCCHBHOCTH, OO TTOKA3aTelh CMEPT-
HOCTH U1 KO3(PDUIMEHT JIeTaTbHOCTH.

CranapTU30BaHHBII 10 BO3pACTy U IOJY IOKA3aTesb
3a60J1€BAEMOCTH ObLI TPOM3BEIEH HETPSIMBIM MeTOIOM. [laH-
HBII METO/] IO3BOJISIET OTIPE/IEJIUTH YMCJIO OJKUIAEMBIX CITyya-
€B TIPH YCJIOBHHU, YTO TIOBO3PACTHBIEC [TOKA3ATEJIHN B CTAHAPT-
HOII TIOMYJISIIIUN COBIA/IAIOT C COOTBETCTBYIONINMH ITOKa3aTe-
JISIMM CPe/IM HACEJICHUSI.

Pacuerpl TIPOM3BENIEHB! 110 METOAMKAM, TIPEJIOKEHHBIM
BO3 pns nsyueHus: KOJIMYECTBEHHOW OIIEHKU COCTOSIHUS
310poBbs n Goaesnu [1].

PeByJII)TaTI)I HCCJIE€A0BAaHUA U UX 06cy>1</1eHHe

B CTPYKTYpeE 3a00JI€BaEMOCTH 3JI0KaUY€CTBEHHBIMU HOBO-
06pa3013a111/151M1/1 BeJIMYMHA OYKCTEHCHBHOI'O IIOKa3aTeJisd

y neteit (0—17 7eT) OTHOCUTENTBHO HEBBICOKA W COCTABJISIA
B 2013 1. 1,4%. IIpu 9TOM Yy JIMI[ MY3KCKOTO TI0JIa OHa OblLia
BbIlIte, 4eM y Jiuil skerckoro (1,8% u 1,1% coorBeTcTBenHHO).
B Tabs. 1 mpeacTaBiIeHbl HKCTEHCHBHBIE U WHTEHCUBHBIE
MoKazaresin 3a601eBaeMOCTH OCHOBHBIME (DOPMaMU 3710Kave-
CTBEHHBIX HOBOOOpa3oBaHuil y neteil. Kak BUIHO 13 TabIHIBI,
Be/lyleil HO30JI0rnYecKoil (hOpMOil, Kak y MaJbuHKOB, TaKk
Uy JIEBOYEK, SIBJISTIOTCS 3200 1eBaHNsT IMM(OUIHON 1 KPOBETBOP-
noit tkaneit (60,0% u 52,0%), BeJmdnHa MHTEHCUBHOTO TTOKA3a-
Tesist KOTopbIxX cocTaBua 5,9 0/0000 1 5,1 0/0000 cOOTBETCTBEHHO.
AHajornyHas KapTHHa ObLTa TOJyYeHA W TPU pacueTe
HoKazaTessi mopaskeHHocTn. Tak, eciin JaHHbIil TT0Ka3aTesb
COCTaBUII Y JieTeil skerckoro mmosta 8,6 0/0000, TO /17151 MyKCKOTO
mosta on 61 Bhime B 1,7 pasa u cocrasu 14,7 0/0000.
Ciieryer OTMETUTH CPABHUTEJIBLHO HHU3KHUE YPOBHU IIO-
Kasaresieii cmeprHocTu. Tak, ecin BesurHa o61ero koaddu-
IIUEeHTa CMEPTHOCTH Yy JIUIL MYy>KcKoro nosa coctasuia 0,02, To
1t skenckoro mosa — 0,003 (u3 pacuera Ha 1 ThIC. Hacese-
HusT). AHAJTOTMYHas KapThHa Oblla OTMEYEHA U TP pacyeTe
koadurmenta seranbroctu (6,2% u 4,0% cOOTBETCTBEHHO).
B Tabs. 2 npejacTaBiieHbl CTaHIAPTH30BAaHHbBIE O BO3-
pacty mokasaresu 3ab0JeBAEMOCTH 3JI0KaYeCTBEHHBIMU
HOBOOOPa3oBaHUsIMU B BospacTHOil rpymie 0—17 mer. Kax
BUHO W3 TabJUIBI, Y JIUI[ MYKCKOTO T0JIa OTMEYAETCs
OABbEM YPOBHSI 3a00JI€BAEMOCTH, HAYMHast ¢ BO3PACTHON
rpynmet 0—-4 toma mo BospacTtHOU Tpymmbl 10-13 et
(0,9 9 /0000 ipoTHB 2,1 0/0000 COOTBETCTBEHHO), a 3aTEM OTMe-
yaetcs pe3kuii cna B Bozpactuoii rpytie 14 set (0,4 0/0000)
¢ HEGOJBITMM  TIObEMOM YPOBHsI 3a60JIEBAEMOCTH B BO3-
pacrroii rpytie 15-17 et (0,9 0/0000).
HeckosrbKo mHast kKapTrHa GblJIa OTMEUYEHa Y JIUIL JKeHCKO-
T T0J1a. Dbl BBIABJIEHDI JIBE BO3PACTHBIE TPYIIIBI ¢ HAOO-
Jilee BBICOKUMY YPOBHSIMH BEJIWYUH CTAHAAPTU30BAHHOTO
nokasaresst — 0—4 roga u 15-17 et (1,1 0/0000). B mpomesy-
TOYHBIX BO3PACTHBIX IPYIIAX BETMYNHA CTAHIAPTU30BAHHO-
O Mmokasaresisi OblIa OTHOCUTEIBHO CTaOUIbHA U BAPbUPOBA-
sa B muanasone 0,6—0,7 0/0000.

Tabnuya 1

3aboneBaemMoCTb OCHOBHbIMU (hopMaMm 3510Ka4eCTBEHHbIX HOBOOOpa3oBaHuii y aeteit 0—17 ner

OKCTEHCUBHbIN MHTeHCUBHbIN NoKa3aTesnb
Hosonorus Kop (C) nokasartenb (%) (Ha 100 ThIc. Hac.)
MyXx. KeH. Myx. KeH.

Bcero 3nokayecTBeHHbIX

HoBoOGpasoBaHUi 100 100 5.9 5.1
3rnokayecTBeHHblIe HOBOOOpasoBaHUA

UM OMAHON N KPOBETBOPHOW TKaHel C81-Co6 600 52,0 35 22
3rnokayecTBeHHble HOBoOOpasoBaHUA

KOCTEW M CycTaBHbIX XpsALlen C 40-41 7 200 0.7 0.8
3rnokayecTBeHHbIe HOBOOOpasoBaHUsA

rofioBHoro mMosra u gpyrux otgenos LIHC C71,Cr2 7 8.0 0.7 0.3
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Tabnuya 2

CTaHaapTU30BaHHbIN MO BO3pacTy U Moy nokasaTesnb 3a60sieBaeMOCTH 3/10Ka4eCTBEHHbIMU HOBOOGpPa30BaHNAMU
B BOo3pacTHoii rpynne 0—17 net B A3sep6aiiaxaHckoii Pecny6nuke 3a 2013 r.

YucneHHocTb lr(l(;"::?lfiﬁ)? NHTEeHCUBHbIN CraHpap-
BoapacTt HaceneHus ngbuux nokasartenb CpeaHun TU30BaHHbIN
(abc.) (abc.) (Ha 100 TbIC. Hac.) cTaHpapTt nokasatenb
Myx. XKeH. Myx. KeH. Myx. XKeH. Myx. KeH.
0—4 447709 385116 13 13 2,9 3,4 32682,5 0,9 1,1
5-9 341065 297240 21 8 6,1 2,7 25048,9 1,5 0,7
10-13 273474 239793 29 8 10,6 3,3 20142,2 2,1 0,7
14 71220 63024 5 7 7,0 11,1 5268,2 0,4 0,6
15-17 225385 204201 12 14 5.3 6,8 16858,2 0,9 1,1
> 1358853 1189374 80 50 59 5,1 100000 5,8 4,2
B nesom, HesaBucMMO OT BO3pacTa, y JeTell MY>KCKOro JIOTUY 3JIOKQYECTBEHHDBIX H03006paaosaﬁwﬁ Cpe/un JIeETCKO-

0J1a BeJIMUYIHA CTaHIapTH30BAHHOTO TIOKa3areist 3ab0JieBae-
Mocti Gbiia B 1,4 pasa Bbliie, 4eM y JieTeil JKeHCKOTO MmoJa
(5,8 /0000 ipoTUB 4,2 0/0000 COOTBETCTBEHHO).

W3BecTHO, YTO OJHIM M3 KPUTEPUEB KOHTPOJISI KAYECTBA
OHKOJIOTMYECKOIi TOMOIIM HACEJIEHHIO CITYKUT NH/IEKC JI0CTO-
BEPHOCTHU y4eTa, OTPAKAIONIHIL, C OJHOW CTOPOHBI, YPOBEHD
BBISIBJISIEMOCTH 1 y4ETa, C IPYroil — IOCTIKEHHS B JIeYeHUN
1 cHuKeHne cMmepTHocTH. [IpoBemeHHbIN CTaTUCTUYECKUI
aHaJINU3 TTO3BOJINJI YCTAHOBUTH OTHOCUTEILHO HEBBICOKUE €TO
ypoBHHU. Tax, ec y JIMI[ MYKCKOTO TOJIA JTAaHHAST BEJIUYMHA
cocrasuia 0,3, To g aur skenckoro mosa — 0,06.

Takum o6GpaszoM, 3abojieBaHUS 3JI0KAYECTBEHHBIMU
HOBOOOPA30BAHUSIMY CPEJIM JIeTell Ha SIBJISIIOTCS TAKOM yiK
PeKoil maTosioTuedl, 4To, B CBOIO 04Yepellb, IMOATBEpKIaeT

TO HacCeJICHUA.
BriBoas!

1. YcraHOBJICHBI OTHOCHUTETBHO HEBBICOKHE YPOBHU
9KCTEHCUBHOTO TOKazaTesst y aereil (1,4%), npudem y Jimil
MY’KCKOTO TI0JIa OHa OBLTA BBIIIE, €M Y JIUIT JKEHCKOTO Mo
(1,8% nporus 1,1% cooTBETCTBEHHO).

2. Bemymieit Hozosorndeckoii hopMoii, Kak y MaJbunlKOB,
Tak M y J€BOYEK, SIBUINCDH 3200JeBaHMsT TUMMDOUTHOM U KPO-
BETBOPHOI TKaHel, MHTEHCUBHBIN IMOKa3aTeJb KOTOPbIX
cocrasui 5,9 0/0000 1 5,1 9/0000 cOOTBETCTBEHHO.

3. CranapTU30BaHHBIN 1IOKA3aTeNb, HE3ABUCHMO OT BO3-
pacra, y MalIbunKOB Obla B 1,4 pasa BbIle, 4eM y IeBOYEK.

4. KoadummeHT arpecCHBHOCTH COCTaBUIT JTTST JIVIIT MY K-

HE0OX0ANMOCTD GoJiee yriaybJaeHHOTo aHain3a B anugeMuo-  ckoro nosa 0,3, a s il skenckoro moaa — 0,06.
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3axBoploBaHiCTb 3/I0IKICHUMY HOBOYTBOPEHHAMM Y AiTei B AsepbaigkaHcbkin Pecny6niuiy 2013 poui

@ A. Mappannm, IT. Icacs, AA. Hacupnn

HaujoHanbHWin LeHTp oHKonorii, M. Baky, AsepbaiigxaH

MeTolo po6oTi 6yn0 BMBYEHHS eniaemiyHOi cuTyauii LOA0 3axBOPKOBAHOCTI HA 3/10SKICHI HOBOYTBOPEHHA B 0cCi6 BikoBOi rpynu 0-17 pokis
B Asep6aiixaHcbkiit Pecny6niui y 2013 poui. JocnigKeHHs nokasanu, Lo 3105KiCHi HOBOYTBOPEHHSA Yy AUTAYOMY Billi He € pifKiCHOK natonorieto. MpoB.ia-
HOI0 HO30/10T4YHO0 (hOPMOLO B 0CI6 060X CTaTel € 3aXBOPIOBAHHA NiMAOIAHOI | KPOBOTBOPHOI TKaHUH (60,0% i 52,0%). EKCTEHCUBHWI NOKA3HUK Y fiTelt 6yB
BiZIHOCHO HeBUCOKIUM (1,4%). CTaHAAPTU30BaHWUI NOKA3HMK, HE3aNeXHO Bif BiKy, ¥ Xnon4ukis 6yB y 1,4 pasy BULLMM, HX Y [iB4aTOK. Pe3ynbTatn JOCNiLKeH-
HS NiATBEPAXKYIOTb HEOOXIAHICTb NOAAMBLIONO BMBYEHHS NPO6BIEMIU AUTAYOI OHKOMOFII.

KntoyoBi cnoBa: aiti, 3n0sikicHe HOBOYTBOPEHHSI, EKCTEHCUBHUI NOKA3HUK, CTAHAAPT30BAHWIA MOKASHNK.
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The incidence of malignant neoplasms in children in the Republic of Azerbaijan in 2013 year

FA. Mardanly, 1.G. Isaev, AA. Nasirli

National Cancer Center, Baku, Republic of Azerbaijan

The aim of this work was to study the epidemiological situation regarding the incidence of malignant neoplasms in patients of the age group 0-17 years in the
Republic of Azerbaijan in 2013 year. Studies have shown that malignant neoplasms in childhood are not a rare disease. Leading nosological form
of both sexes are diseases of the lymphoid and hematopoietic tissues (60.0% and 52.0%). Extensive indicator in children was relatively low (1.4%).
Standardized, regardless of age in boys was 1.4 times higher than in girls. The results of study confirm the need of further examination of the problem
of pediatric oncology.

Key words: children, malignant neoplasm, extensive index, standardized measure.
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J1.B. KocTro4yeHko
CimenHnn BMnapok cuHapomy HimmereHa, ycknagHeHoOro
EBV-nimdponponibeparmueHium cuHapomom 1a nimpomolto

3axigHoyKpaiHCbKMIA criewiani3oBaHuin AUTAYMIN MeaNYHUA LeHTP, M. J1bBiB
SOVREMENNAYA PEDIATRIYA. 2014. 7(63):126-129; doi 10.15574/SP.2014.63.126

Cunopom Hiimezena (Nijmegen breakage syndrome, NBS) — ue aymocomno-peyecuene 3ax60pro6anis 3 epynu CuHOPOMIa
XPOMOCOMHOT HECMAOIILHOCMI, W0 XAPAKMEPUIYEMbCL MIKPOUepariero, oucmopiero obnuuus, 6i0Cmasanusim y Qisuunomy
PO36UMKY, KOMOTHOBAHUM IMYHOOCDIuumoM, 2inepuymaugicmio 00 iOHI3YI0U020 BUNPOMIHIOBAHHS MA BUCOKOI) CXUILHICIIO 00
OHKOJLOZIMHUX 3aX60p108ay. Y pobomi onucano cimetinuil sunadox NBS, wo 6 060x dimeii yckiaonuscs: poseumxom Jimpom i
saxinuuecs aemanvio. Ipuuomy 6 00miei dumunu npocrioxosano wimkuil 36’30k po3eumKy timpomu 3 nepenecenoio EBV-
ingexuyiero. Y il sce cim T npu uumupoox eazimmocmsix nposedeno npenamaivhy diaznocmuky NBS i napoounocs mpoe 300posux

dimeit — zemeposuzommux nociie mymauii 657del5 NBN-zena.

Katouosi crosa: cunopom Hitimezena, nepsunnuii imynodedivum, dimu, EBV-ingexuyis, nimpoma.

urapom Hifimerena (Nijmegen breakage syndrome,

NBS, cungpom Cemanosoi, OMIM 251260) —
1Ie ayTOCOMHO-PEIIECHBHE Pi/IKICHE CITQ/[KOBE 3aXBOPIOBAHHS 3
TPy CHHAPOMIB XPOMOCOMHOI HeCTabI/IBHOCTI, 1110 KJIIHIYHO
XapaKTePU3YEThCsT MiKkpoliedatieio, rueMopdieio obmmdyst, Bij-
CTaBaHHAM Y (DI3UHOMY PO3BUTKY, KOMOIHOBaHUM iMyHOIE(i-
LIUTOM, TiIepPUYyTJIUBICTIO /10 i0HI3YyI0YOrO BUIIPOMIHIOBAHHS Ta
BHCOKOIO CXWJIBHICTIO JI0 OHKOJIOTIYHIX 3axBoproBaib. NBS 6yB
srepre omucarnit C.M. Wheemaes Ta crmisast. y 1981 pori y
JBOX CUOJIIHTIB 3 MiKpoIedasti€ero, 3aTpUMKOIO POCTY i PO3BUTKY,
AHOMAJTISIMU TIITMEHTAITii TKipH, iIMyHOIEeMIIUTOM Ta BUCOKOIO
YacTOTOIO peapaHkKupyBaHb B 7 Ta 14 Xpomocomax y KyJIbTypi
gimdormrie. CHHIPOM OTPUMaB CBOIO Ha3BY 3aBIAKU MICTY
Hitimeren (Tonmanmis), B skomMy nposkuBasia poanHa [19].

B ocHoBi BuHMKHEHHs XBOpoOu JiexkaTh aedextn NBN-Te-
HA, 10 JIOKAJTI3y€EThCS HA KOPOTKOMY Tiedi 8q21 xpomocoMu
[19]. Ten NBN szaiimace misstHky poskunoio 51,36 kb, mictuts
16 exsoniB i 19 inTponiB. TIpoayKTOM HaHOTO reHa € OiIoK
HiOpuH (P95), 10 CKIAAAETHCS 3 754 aMiHOKUCIOTHUX 3aJIHIII-
KiB, Mae Macy 85 k/la i BiziroBiziae 3a B3aeMoiiio IBOX TIPOTei-
miB: hMRE11 ta RADS0. it 6inkoBuii KomIiekc 3abe3mnedye
Biznossenus crpykrypu /JJHK, a came — pemnapariiio po3pusis
2-cmipanbnoi [JHK, axi MoKyTh OyTH iHAyKOBaHi i0HI3yI09MM
BUTIPOMIHIOBaHHSM, 200 YTBOPIOBATUCH MPUPOJHUM YHHOM Y
KJITHHAX M1 9ac MefoTnyHuX peakiiit ta V(D)J-peapan:xu-
pyBaHb y 3pismx gimdormrax [2,7,9,12,18]. Bianosixs kiaituan
Ha neosianiriorosi pospusu JJHK ckimamaersbes 3 posmisnaBan-
HS TIONIKOJUKEHHS, TIepeiadi CUTHAJIYy Ta BJIACHE periapartii.
[0JI0BHY POJIb Y TIHOMY CHUTHAJIBHOMY KacKaji Biirpae 610K
ATM (ataxia-teleangiectasia mutated), mo dochopurioe
ricror H2X Tta NBS1 i, takum umHOM, akTUBYE (DYHKIIO
HiGpuny. Binkosuit kommiekc NBN/MRE11/RADS0 38'sa3y-
eTbest 3 Mictsmu notkopkernst JITHK i € HeoOXigHM /171t HOp-
masbhoi penapartii /IHK i yac KoHTpoIbHUX TIepeBiPOK cTa-
GinbHOCTI TeHOMY y (asax S ta G2 KIITHHHOTO IUKJIY
[2,7,9,12,18]. Ha rtenepimrniit wac ornucano jmme 10 myrariit
NBN-rena B 6—10 ek3onax, mepeBaxkHo geserfii. HaiiGimabin
nomupeHoo € Mmyraiiss 657del5 (zenerisi 5 HykIeoTHAIB
ACAAA B mocToMy €K30Hi), sIKa € OCHOBHOIO IIPHYHHOIO
BUHUKHEHHs cuiapomy Hilimerena i BusiBiseTbest y 95% XBo-
pux Ha NBS B romosuroraomy crawi [5,19,20].

VY cBiti inentrdikoBano monan 200 sunankie NBS, oxHak
Hal6ibI Tpym xBoprx € B [Tosbii, Yexii Ta JesKuxX iHImX
CJIOB'SIHCBKIX KpaiHax. Tomy Maskopta myTattiss NBN-rena otpu-
MaJia Ha3BY «CJIOB'STHCBKOI». 3a iHitiaTinBu bepsincbkoro [HeTn-
tyty lenernxu mmonnmu (K. Sperling, R. Varon) yacrora rerepo-
3UTOTHOTO HOCIFICTBA CJIOB'STHCHKOT MyTarlii Oysia BU3HAYeHA B
3aximHoMy perioHi Ykpainu i ckiana 1:182 mporu 1:130 B Yexii
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ta 1:253 B Hompmui [5]. Takum ynHOM, po3paxyHKOBa 4acToTa
NBS y nomyJesiii 3axiznoi Ykpainu cranosuts 1:133000, Togi sik
anasoriuyaa nmdpa B Himewunni cranoButs smre 1:4 000 000.

B Yxpaini nepi goctipkentst crocoBHo NBS 6yi posmoya-
11y 1999 pouii Incturytom criazikosoi narosiorii AMH Yxpainu B
PaMKax 3ralaHOro BHIIIE Mi>KHAPO/[HOTO JIOCTIi/IKEHHS], CIIPSIMOBA-
HOrO Ha BHMBUYEHHS MONIMPEHOCTI TeTepO3UTOTHUX HOCIIB
«CJIOB'THCBbKOI» MyTartii rena NBN 'y nmomyzsiisix o, Yexii
Ta Yxpainu. Hazmanm B remarosiorivnomy 1 neziiaTpyaHoMmy Biyti-
sedHsix JIbBIBCbKOI 06JIaCHOI AUTSYOL CIemiaNi3oBaHol JiKapHi
Gy BusiBJIEH] Tiepitni B Ykpaiti xsopi Ha NBS, 1110 moksrasio moya-
TOK KJIiHIYHIM zocipkertsv NBS y wanmiit kpaini [1,2].

[IpencraByieni B JiTepaTypi MaHi TO3BOJSIOTH OKPECTUTH
kiiniuny kapruny NBS [1,6,8,13,14,15,19]. /litn HapozKyoTh-
51 BYACHO, 3 HOPMAIIBHOIO 200 3HUKEHOIO Barolo, sika KOPEJIIoe
3 JIOBKUHOIO Tifa. Y 75% HOBOHAPOIKEHUX OOBi/l TOJIOBU €
MEHINI 3 MEeHTUJIsI, a B TEPI MicsIli KUTTs Mikpotedaltist
rporpecye y 100% Bumna/kis. 3 BIKOM CIIOCTEPIira€ThCsi HPOIIOP-
1iitHe BifcTaBanHs y Basi Ta 3pocti Ha 3—10 nenTHIIB Ta lesKa
3aTpUMKa KicTKOBOTO BiKy. Ha BifMiHy Bij iHIINUX CITaZKOBUX
3aXBOPIOBaHb i3 POsIBAMHU Mikporiedarii, 3aTpuMKa IICHXOMO-
TOPHOTO PO3BUTKY, HEBPOJIOTIUHI MOPYIIEHHS i PO3YMOBE Bifl-
CTaBaHHS He BJACTUBI marfieHTaMm 3 NBS: BoHU HearpecuBHi,
106pO3NUWIKBI 1 106pe alanTyIoThest y cycniabersi. Hopmaiin-
HUH iHTETEKTYTBHIN PO3BUTOK IEMOHCTPYIOTh 35—40%, cy0-
HopMasibHuii — 45—50%, nomipay 3atpumky — 10-20% mpo-
Gauis [13,15]. TunoBum ist NBS € crioBiibHeHHS iHTeIEKTY-
ATBHOTO PO3BUTKY 3 OCOOJIMBO TMOMITHUM BiICTABAHHIM Y
mybepratHoMy Tiepiozi: y Billi 14 POKiB MPAKTUYHO BCi iTh
MaloTh 3HIDKEHHS IHTEJIeKTy cepefHboro crymens. Cepex Baj
poseutky ITHC onucani arenesis corpus callosum, arexesis
Mo30uKa, Tigporedais [13,15]. Kommuieke tunosux st NBS
KpaHiohalliaTbHIX aHOMAJIii1 BKJIIOYA€ CKOIIEHE Y0JI0, BUCYHY-
Ty Hallepe/l CePe/IHIo YACTUHY OOIMYYsT 3 BUTOBKEHUM HOCOM i
JOBIUM (DiTbTPOM, TITIOTIIA3it0 HIKHBOI eI, BEJTNKI ByXa 3
JMCTUIACTIYHUMM 3aBUTKAMM, IIIJIMHU BEPXHIX ITOBIiK 4acTo B
acorriaiii 3 erikanrom, pizike Bosocest [1,6,8,13,14,15,19]. st
ormricy derorutty mpobamnzis i3 NBS BKIBaOTH TepMiH «TITaxo-
nozi6Hes obauyyst. Y GiJbIl Hisk TOJIOBUHY MAIEHTIB BiJMiya-
JIN JleTeHePaTUBHI (TIPOTePUYHI ) 3MiHU NTKIpH Ta ii IPUAATKIB: Y
50—70% 1pobaHIiB 3yCTPIYaEThCs PiIke BOJIOCCS, Y MiUITKO-
BOMY Billi — FOro paHHE TOCUBIHHS Ta TiBUIIICHE BUTIA[IHHS.
3HAXO/ATh TAKOK AHOMAJIi TMTMEHTAITii IKIPK TI0 TUITY TIJISIM
KOJIbOPY «KaBa 3 MOJIOKOM»> (110 85% 0ci6), mporpecyroye BiTisi-
ro (66%), JacTOBMHHS Ha IIOKaX i HOci, TeseaHriexkrasii Ha
ckiepax Ta Ha mkipi (32—40%), migBuinena 4y TaMBICTh HOBIK
IO COHSIYHOTO CBiTJA (52%), BIIKIIA/ICHHS TTITMEHTY HA OUHOMY
i (47%) [1,6,8,13,14,15,19]. XapakrepHi Takosk MaJii CKeJIeTHi

ISSN 1992-5913 Cospemennas neaguarpus 7(63)/2014



Yntamte Hac Ha caunTe: http://med-expert.com.ua

Tabnuys 1

IMyHonoriyHi noka3Huku y xeopux Ha NBS Ha yac BcTaHOBNEHHS AiarHo3y
Moka3Huk Crtapuuui 6part Monopgwui 6pat
IgA, mr/gn 21,5 18
IgM, mr/an 52 128
19G, mr/an 386 718
NeiikoLyTy, X10%/n 10 3,6
NimdboyTy, x10% n 0,8 1,26
CD3"-knitnHn, % / x10% n 29 0,232 27 0,34
CD4"-knitnHu, % / x10% n 12 0,096 10 0,126
CD8"-kniTHM, % / x10°% n 16 0,128 14 0,176
CD19*-kniTuHM, % / x10% n 5 0,04 16 0,2
CD19/56"-kniTunm, % /x10% n 54 0,432 37 0,466
CD4%/CD8" 0,7 0,7

aQHOMaVIil: Y KOXKHOIO JIPYrOro IHaiieHTa Bi/IMIYa€TbCsl KIMHO-
TAKTIUIIS, Y KOSKHOTO TPETHOTO — CHHAAKTHIIIS, 3HAYHO PifiIie —
areHesis (ajiaHT, TpeakCcUJIsIpHA MOJIIAKTIIIIS, aTpe3is X0aH,
mimuan  ry6bu  Ta  mignebGinHg,  rinomasis  Tpaxei
[1,6,8,13,14,15,19]. Baau posButky HUPOK (Haityacrime —
rizponedpos, a MOPsIL 3 LM, AUCTOIIs, THAKOBOIIOAIOHA HUPKA,
€A HUpKa) crioctepiraiothes y 10% mpobaris. [larienTtkn 3
NBS npery6epraTHoro i my6GepTaTHOrO BiKy MalOTh 3aTPUMKY
CTaTEBOTO PO3BUTKY i IIEPBUHHY aMEHOPEIO, a B 0Ci0 4010Bi40i
cTaTi 4acTo CIOCTEPIraloThCs TIMOCHA/isl, KPUIITOPXi3M, 3aT-
pumKa crareBoro nospisansst [1,6,8,13,14,15,19]. He ormucano
SKOJIHOTO BUTIAJIKY TIOSIBU OTOMCTBA y TIpoOan/iiB 3 NBS.

Imynopedimur pu NBS mae komGinoBanuii xapakrep:
rinoramarso0ystinemis 3i snuskenuM pisaem Ig A ta Ig G npu
[epeBakHo HopMasibHOMY piBHi Ig M, Tumiuna rinormasig,
gimbornenis i3 3menmenusm T-kmpitun (CD3+, CD4+,
CD45RA+) na ¢doni nopmambroro smicry CD8+-kiitum.
VY xBopux Ha NBS BizGyBaeTbcst 3cyB pO3MOALTY CyOTOMyis-
it mimgoruti y 6ix kiaituH mam'siti (CD4+ ta CD8+, siki
ekcrpecyiorb CD45RO+) Tta migBumienust ekcrpecii
CD45RA+ [3]. Tle cBiauTh 1MPO TOPYIIEHHST BiHOBJIEHHSI
mysny T-gmiTiH TEMIYHUM TIISXOM (TIPOSIBISETBCS eiuTOM
HaiBurx CD4+ KIIiTHH) Ta MPeBAIOBAHHS HETUMIYHOTO TIUISIXY 1X
JI03PiBaHHs, HA 110 BKA3Y€ TMBUIICHHS BMICTY KJTHH TaM'sITi
(CD4+ Tta CD8+), ramMma,/iesbTa-MmosuTHBHUX T-KJTHH Ta cy6-
TonyJrsiiii HaTypanbHux Kinepis [3,10]. ¥ monax 70% mamientis
KOMOIHOBaHMIA IMyHOC(DIIIUT Peai3y€eThesl Y XPOHIYHUX PEI-
JMBHKX PUHOCMHOOPOHXOJIErEHEBNX 3alajibHuX mpoiecax, 50%
crpakaaTh Ha otuT, 15—30% — Ha 3araibHi iHeKIiiiHi mporecn
TPaBHOTO TPAKTY 1 710 65% — ceuosoi cucremn [1,6,8,13,14,15,19].

3a jannMu MiskHapoHoro peectpy NBS, posBuTok 3iosikic-
HUX 3aXBOPIOBaHb Bijmivero y 40% xsopux Ha NBS [19], a cepen
105 nosbebKuX narienTis — y 53% Bumnajkax. Bik ix manidecra-
11ii KosmBaBcs B Meskax 1—-22 poku i B cepeIHbOMY CTaHOBUB 9
pokis. ITonax 90% omkosioriunux yckuaanenb NBS ckiagaiors
JiMGOPETUKYIAPHI 3aXBOPIOBAHHS, y CTPYKTYPi IKUX TIepeBa-
JKAfOTh HETO/KKIHCBKI B-srimpomm, pimine criocrepiratorsbest T-
nimbomu, xsopoba Fomxkkina, rocTpa JgiMbobaacTHa B-yeiike-
Mist, TocTpa MiesoifHa Jetikemis [4,11,16,17,21], a B okpemux
BUIIQ/IKAX BIZIMIYEHO PO3ZBUTOK COJIIHUX ITyXJIMH.

Kniniunuii eunadox

[Tig criocrepeskeHHAM 3HAXOAMIACH CIM'd, e IBOE JiTeil
xBopisim Ha NBS. Buepiue 3epuysucs 8 3YCIAMIL y Bini
4 pokiB (crapmuii xaomuuk) Ta 1 poky 8 micgtiB (MOJO-
mnit) 3 TuroBuM genoruriom NBS: mikporedaitist, «nraxorno-
nibHe» 06mmyys, 3arpuMKa (hisuuHOoro possutky. Crapummii
XJIOIYUK HapojuBcs Bij I goHomenoi BariTHOCTI i3 3arpo3010
nepeayacHux 1osoris 3 macow 2500 r, 3pict 45 oM, 00Bij
rosoBu 30 cM (Mikporedarist). XBopiB Ha peruaAnBHUN GPOH-
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XiT, TIOBTOPHI OTUTH, CTOMATHUTH, THogepmii. Moaoamuii 6par
HapoauBcs Bix II moHOIIEHOT BaTiTHOCTI 3 MPEEKIaMIICI€I0 3
macoro Tista 2300 r, 3pict 44 cm, 06Big rososu 29 em. 13 cimeii-
HOTO aHAMHE3Y BiZIOMO TIPO YUTHUPU BUMAJKU CMEPTI MiTeil 10
POKY IO JIiHii MaTepi Ta KiJibka BUTIaAKIB XBopoOu [TapkiHcoHA.
ITo sinii Garbka — 11e oAMH BUMa0K Mikporedanii (puc. 1).

OcobmmBocti henoTuiry B 060X [iTelt BKIIOYATI MiKpOIe-
dasiio (y crapuioro XJonuuKa Ha 4ac MepHIOro 3BePHEHH:
00Biz TOTOBU 42,5 ¢M, y MOJIOAIIOro — 38 ¢M), CKOIIeHe Y010,
«IITaxoNoAiOHe» 06INYYS, BeIUKI JUCIIACTUYHI ByXa, KOPOTKA
1IUsT, KIMHOAAKTHUITIS, TTapiiaabia cuugakTiiis [V—-V nasbiis,
y cTapuioro Gparta TaKOXK BiIMIYalIOCh BKOPOYEHHS MPOKCH-
MaJIbHUX (haJIaHT Mepiinx MayibliB Ha pykax. [Iposeznene imyHo-
JIoTiuHe 06CTeKeHHsT BUSBIIIO JiiMoreHio 3 aedirmrom T- i
B-xmitun, BigHocue migsuienns piBas NK-kuitun, gedinmt
IgA Ta y crapmoro Gpara Takox smkenns 1gG (taba. 1).
MouekysIpHO-TeHeTHYHA /[IarHOCTHKA BHUSBIJIA TOMO3UTOTHE
HOCIHCTBO «CI0B'stHCbKOI» MyTattii (657dcl5) NBN-rena B 060x
XJIOTIIiB; 6aThKK — TETEPO3UTOTHI HOCIT TiET sk MyTartil.

V¥ Mosomiioro Gpara y Biii 3,5 poKy PO3BUHYJIaCh BaxKKa
nefirporienia (<500 KriTUH/MKT) Ta TimoraMmmario0yrinemis 3
piaeMm IgG 216 mr/mi Bin Bucoko rapsdkyBaB, OTpUMYBaB
BHYTPIIIHLOBEHHY aHTUOIOTHKOTEPAIIIIo Ta B el 11epiof po3-
MOYAB 3aMiCHY Tepariito BHYTPIIIHBOBEHHUMHU IMyHOTIO0Y TiHA-
MH, Ha TJIi 90r0 crocTepiranach cTabiisaiis KIiHiYHOro CTaHy.
[Tpote y Bitli 4 pokiB 4 MicAIliB y HbOTO 3'IBUBCA Ta TIPOTPECY-
BaB JiiMbonposihepaTUBHUI CUHAPOM: 30LIbIIIEHHS INHHUX,
AKCWJISIPHUX, MAaXOBUX Ta MeacTUHAIBHUX JiM(OBY3JIB /10
20-30 mmM, remarocmienomeranis. [IpoBeneri oGcTexkeH s, ¥
T.4. 6iorcist iiM(OBY3IIIB, aju MiCTABU IAarHOCTYBATH AN(y3-
HY BeJUKOKIITHHHY B-kmituany mimbomy, crazito [11 B. Orpu-
MyBaB Tepario 3a mpotoxosom HXJI-/ITJIJIY-2000, mpote
BiziMiuasiocst mporpecyBanHst XBopoou. Hazami 3actocoBaHO
«tepariio Biggaio»: ICE 3 pitykcimabom Takok 6e3 6akarmoro

] wms @ Mispouedazin
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edexty. Xyom4uKk moMep BiJ[ IporpecyBanHs JiM(poMu y Billi
4 pokiB 8 micsIIiB.

Y 2004 p. mizg yac I11 BaritnocTi MaTepi giarHoCcTOBAHO 3aT-
PUMKY PO3BUTKY TIo/ia B imHamiti 9—11 twkris. Ha mouatky
12 TUKHS TIPOBEZICHO GIOTICII0 XOPiOHA Ta BUSIBJIEHO TOMO3HU-
rotre HociiictBo myTarii 657del5 rena NBN, sike acoritoeTbes
3 possuTkoM cunzapomy Hiiimerer. Ile 6yB meprimit BUTaZOK
npenatanbhoi fiarnoctuk NBS B Ykpaini. Barithicts 3aB-
mepsa Ha 13 tiokai. Y 2007 p. Hactana [V BaritHicTb. Y Tepwmi-
Hi 2021 TIXKHA TPOBEIEHO TPAaHCAGAOMIHATILHUIT aMHIOTIeH-
Te3 i3 MOANBIINM MOJIEKY/IIPHO-TeHeTUYHUM AOCTIIPKEeHHIM
KJIITUH aMHIOTUYHOI piguuu. 1Lmig BUABUBCA reTepO3UrOTOIO
3a myTartiieio 657del5 rena NBN. BarithicTs mposioHroBaso,
Hapoauiacd 3nopoBa AiBumHKa. [lig wac V ta VI BaritHOCTEl
TAaKOXX IIpoBejieHa iHBasifiHa IpeHaTaJbHa JiarHOCTUKA Ta
BCTaHOBJIEHO TETEPO3UTOTHE HOciiicTBO MyTanii 657del5 rena
NBN y 171072, 1110 aCOLIIOETHCA 3 IIO3UTUBHUM IIPOTHO30M 3710~
pos'a. Hapoauaucs kiiniuno 3xo0posi gitu (puc. 1).

Crapmuii xmomunk 3 NBS mpotsirom TpuBasoro vacy
He OTPUMYBaB Tepallil y 3B'SI3KY 3 BIJICYTHICTIO KOMILIAEHCY
3 POIMHOIO B TIMTAHHAX JIIKYBaHH:I i TIOBTOPHO 3BEPHYBCSI /10 HAC
smre y Birti 10 pokiB 3i chopMOBaHIMI MHOSKUHHIMH XPOHid-
HUMM BOTHUIIAMHU 1HMEKILi: XPOHIYHMiT OPOHXIT, PUHOCHHYCHT,
OTHT, XPOHiuHa jiiapest. JIabopaTopHO: BHIKEHHS IMYHOTTIO0YJIi-
HiB IgG 274 mr/m, IgM 45 mr/m, IgA — BiacyTni. Posnouara
3amicHa Tepartist imyrorsoGyminamu B 103i 0,5 r/Kr/mic., aHTh-
GioTrKoTEpallist, MPOTUTPUOKOBI TIPENapaTH, 110 JIai0 MOKJIH-
BICTD 3a /IESIKUIT Yac MOKPAIUTH CTaH TUTUHH, JOCATHYTH PeMi-
cii XpOHIYHUX BOTHUII iH(eKTii. ¥ Biri 14 PoKiB y XJIOMII po3-
BuHyJsach roctpa EBV-indexris: rapsuka, TOH3WIIIT, 1O Bi
KaTapaJbHOTO IIBHU/KO MPOTPecyBaB /IO THIHO-HEKPOTUYHOTO
MPOLIECY 3 YPAKEHHSIM TKAHUH TJIOTKH, 301TbIINIIICD TTi/IIesie-
TOBI, IMHIHI, TOTHINYHI Ta maxosi JiMdoByamu 10 20—-50 Mm.
OpHOUACHO CHOCTEpirasoch 3arOCTPEHHST XPOHIYHUX BOTHMII
irexiti: GpoHxit, ABOGIUHMIA TYGOOTHUT, THIHUIT PUHOCHHYCHT.
B amanizax xpoBi — moMipHa Jetiko- Ta jiMdornenis. Meromom
IIJIP B kposi Busibieno EBV 2.14 Lg/105 knitun (138 kormiii
DNA/107775 kaitun). 3actocoBaHe JiKyBaHHsT (AaHTHOIOTHKY
MIMPOKOTO CIIEKTPa Jiii, KiJIbKa KypciB, IPOTUIPUOKOBI Tperapa-
TH, MICI[€BI Ta CUMITOMATUYHI 3ac00M) OyJI0 HeeeKTHBHUM,
TIPO/IOBKYBAB TapsSYKyBaTH, BTPAuaB Macy Tiia. Y 3B'S3Ky 3
M103poto Ha JIiM(BOMY TIpoBe/ieHa OIOICis MIIEeNenoBOro Jim-
doBysaa, 1110 BUSIBUIIA JIHITIE O3HAKYM PEAKTUBHOTO JiM(aeHiTy
(dokanpHa B-xmituHHA rinepriazis Ta ricTiONUTapHO-MAKPO-
aranpHa HeJTAHTEPraHCOBOKJTITUHHA PEAKIlist), THUIIOBI I
EBV-indexiiii. /{o ikyBaHHst 1ofaHo pejiHisino 1 mr/kr/m00,
AIUKJIOBIP, MPOIOBKYBAB AHTHOIOTHKH, MTPOTUIPUOKOBI Mpera-
patu poTAroM 2—3 THKHIB 3 HE3HAYHUM TTIO3UTUBHUM edeK-
TOM. YTpuMyBaBcs JiMdonpostihepaTuBHIIT CHHIPOM, a IpU
CIIPOdI 3HUKEHHST 103U KOPTUKOCTEPOI/IiB BiIHOBUIACS Tapsy-
ka. Konrpospae nocrimpkerns EBV B kpoBi BusiBuiio HapocTaH-
Hs1 KisibKOCTi BipycHux Koriit 10 2.95 Lg /105 uritin (886 komiit
DNA/105 xaitun). [Tposezena nosropia Gioricis Jimbosysia 3
maxoBoi MigHKW. [locimikeHHs TPoBeeHo Ha Kadeapu maTo-
soriunoi ta tororpadivnoi amaromii HMAIIO imeni ILJIL
[lynuka i3 3acTOCYyBaHHAM CyYaCHWX IMYHOTICTOXIMiUHUX
METO/IiB, 10 JIAJI0 MOKJIMBICTh 3allePeYnTH J[iarHo3 JiM(hOMU.
Bcranonieno piarnos EBV-indexiiii, acortiitoBaHoi 3 remogaro-
LIUTapHUM CHHApoMoM (mposicdepamnis rictiormrie CD68+kImi-
THH 3 O3HAKaMU epuTpodaronuTosy). Takum YuHOM, y AUTHHU
GyJI0 3aITiI03PEHO BTOPUHHIIN TeModaronurapHuii simdoricrio-
nuro3 (HLH), mo mir po3BuHyTHCS Y XBOPOTO 3 iMyHO1eDIITH-
TOM Ha T/ akTuBHOI EBV-indexiii. 3pobmaeno Husky noodere-
JKeHb BIIMOBIZIHO /10 KpuTepiiB miarnoctikn HLH 3a mepersis-
nom HLH-2004 — Busnaueno piBenb TpUrIinepusis, heppuru-
Hy, (bibpuHOreHy, Mo BUSBUINCH HOpMaibHumu. He GyJio
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TAaKOK BUPA3HOI IUTOIEHIT, 32 BUHATKOM JiiMoIIeHii, nmpura-
manmoi NBS. Tomy miarmos HLH 6ys0 crpoctoBaro, i micst
HU3KU KOHCYJIbTAIlN 3 BITYUM3HAHUMU i 3aKOPAIOHHUMH CIIelfia-
JiicraMu XBopoOy TpakToBaHo stk EBV-acortiiioBanuii Jimdo-
npostidepaTBHmii cuHApoM. [IprsHauere slikyBaHH: BKITIOUAIO
nexcamerasoH 10 mr/m2/106 BIPOAOBK MEPHINX ABOX THKHIB
JIKYBAHH, 3 HACTYITHIUM 3MEHITEHHAM /1031: 5 MT/M2/100 Ha 2
TIKHI, 2,5 Mr/M2/7106 1iie 2 TikHi, 1,25 Mr/M2/106 — 3HIKEHHS
i BiMiHa TIpoTaTroM 8 THKHIB. OTHOYACHO OTPUMYBAB PiTHKCI-
Mab 375 Mr/M2 OfIMH pa3 Ha THKIEHb TPOTATOM 4 THXKHIB, a
Ha/IAJT O/IMH pa3 Ha MicsIlb PoTaroM e 4 micsiis. [TpoBoau-
J1ach Takosk cymnposizfHa teparist IVIG 0,8 Mr/kr/mic., KOTPIMOK-
cazosioM, durykonaszosiom. Ctan JuTHHU CTabiIi3yBaBCst: mepe-
CTaB TapsIIKyBaTH, 3HAYHO 3MEHIIIUINCDH B PO3Mipax JTiM(pOBY3-
Ji. Po3BUHYJINCH YCKIIAQ[IHEHHS Tepallil: KyIINHIOL/l, CTepoiiHa
rirepreHsist, a TAKOK apTPUTH KOJHHKUX cyrio0iB. Yepes iBa
Micani Bit noyaTky Tepatii BMict EBV B kpoBi cTaB Bi'eMHUIL.
ITpote yepe3 5 Mmic. Ha TJIi MaJINX J[03 IEKCAMETA30HY Ta 3aKiH-
YEHHS JIIKYBaHHS PITYCKiMaOOM 3HOBY 3'sIBUJIACH TapsiuKa, JiM-
donpoutihepatnBHIil CHHIPOM (KOHTTIOMEpPATH JIiM(DOBY3JIiB Ha
71, HAJAKIIOY MY HO-ITI IKII0YMYHA 30Ha, TeIaTOTI€HATBHINA CIH-
npom), 6ozt B crivHi, GoTI0Yi yTBOPU Ha TOJIOBI, HAOPSIKI BEPX-
HBOI JIIBOI YaCTUHU TiJIa 3 BUPA3HOIO BEHO3HOIO ciTkoio. [Tpose-
JieHa GIOTICIsT Ha/IKITIOYMYHOTO JIiM(DOBY3JIa: BEJMKOKIITHHHA
mdysHa HexopkkiHcbka B-mimdoma. ImyHodbenoTumyBanus
tranuH JgimMposysna: CD19 — 90%, CD20 — 80%, CD24 — 79%,
CD22 — 79%, CD23 — 88%, CD10 — 54%, HLA DR — 50%,
CD45 —97%, CD30 — 0%, k — 77%, A — 0%, IgM — 70%. Tpe-
MAHOOIONICIs BMYXBUHHKUX KICTOK BHsIBUJIA CyOTOTa/bHE 3aMi-
IIEHHsT eJIeMeHTaMU BeJTMKOKITHHHOI Jlimpomu. MPT rpyzHoi
KJTKH, 4YepeBa, TOJOBM: KapTuHa Jimdbornpodideparrii mmi,
cymipa- Ta indpaziadparMaibHOI JIOKaJIi3allii, 4epeBa, ypasKeHHsT
MeYiHKY, cesie3iHKH, KicTkoBoro Mo3ky L1,1.3 Ta L4, sentome-
HiHTeaIbHUI 00'€MHUIA TIPOIleC 3 YPasKeHHSIM MPHUIATKOBUX
masyx Hoca. L[i Ta iHmm 10/aTKOBI 0OCTEKEHHS i TTiCTABU
BCTAHOBUTH JiaTHO3: /[n(y3Ha HEXO/KKiHCbKAa B-Bermmkokiti-
TuHHA JiMpoma 3 initiaasaum ypaskerrsm [THC, JITTH, mimdo-
BY3JIiB I, HAIKJIIOYMYHUX Ta aKCIJIIPHUX JIITHOK, BEPXHBOTO
Ta HIDKHBOTO CEPEOCTIHHs, JIETeHb 3 000X CTOPIH 3 BUITITHUM
IJIEBPUTOM 3J1iBa, TifporiepuxapioM, JimMQoBysJiB 4epesa,
TIEYiHKH, CeJIe3iHKH, TMiIMUIYHKOBOI 3a/1031, KiCTKOBOTO MO3KY,
i xpebuis L1,1.3 ta L4. Tepanesruuna rpymna I, R3, IV cr.
Posmnoyara intencusaa [IXT: mmropenykrtusHa mpedasa
mporpavu HXJI-ATJIJTY-2000, 610k CHOP Ta Tpu mraHosi
moMbasbHi myHKIi 3 Tpunierom X T. Hopmastisysasmch Temine-
partypa, po3Mipu MeYiHKA Ta CeJIe3iHKH, PerpecyBasy MyXJINHHI
YTBOPU IOJIOBY, B IIEYIHI[ Ta CeJIe3iHIl, IIPOSIBU ITaHKpeaToaTii,
TiZIPOTIEPUKAP/LY, BUITITHOTO TJIEBPUTY, HOPMATi3yBaJIUCh JIiM-
(oBy3H 1TTHi Ta B Y€PEBi, 3HAYHO 3MEHIITIIINCH B HAI- 1 Mi/IKJTIO-
YMYHKUX 30Hax. IIpore JliKyBaHHS CyIIPOBOKYBAJIOCS PO3BUT-
KOM BRKKHX YCKJIQ[HEHb: ITOCTIUTOCTATUYHA TAHI[UTOIEHid,
celicuc, acouiiiopanuii 3 Ps. aeruginosa, BUPasKoBO-HEKPOTUY-
HUI eHTEpPOKOJIT, 0OCTPYKTUBHMI GPOHXIT, MpaBobGiyHa THe-
BMOHIsI, sIKi CTaJIV TIPUYMHOIO0 CMEPTi ANTUHY Y Billi 15 pokis.
Onucanuii BUNAZOK AEMOHCTPYE BakKKicTh mepebiry
NBS ta pusuk po3BUTKY y IIUX XBOPHUX 3JIOSKICHIX HOBOY-
TBOPIB, 30KkpeMa Jimdom. 3a ganumu International Nijmegen
Breakage Syndrome Study Group [19], Tpernna mamientis
3 Mizxnapoanoro peecrpy NBS nomepiiu: 73% — Bij myxsmmn-
HUX 3aXBOPIOBaHb, pemnita — Bij iHgekiiit. BBaxkaiors, 110
PU3WK paHHBOI MaHiecTallii OHKOJOTIYHIX 3aXBOPIOBAHb
y namientiB 3 NBS y 50 pasis, a nsimbomu — y 1 000 pasis
BUIINI, Hi)K B CePETHbOMY B TOITYJIAIL1, 1110 BiTHOCUTH HOTO
70 Koroptu oHKoreHHuX cuujapomis [19]. Crekrtp simdom
y namieHTiB 3 NBS BifpisHsI€TbCA BiJl cCOpajinyHUX TIefia-
TpUYHUX JiMPOM, a IX mepebir Bi3BHAYAETHCS arpeCUBHICTIO
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Ta CTIHKICTIO 10 CTAHIAPTHUX IIPOTOKOJIBHUX CXeM JIIKyBaHHS Y XBOPHUX iMyHOZedIIIUTy TaKOK IOTIpHIyE IIPOrHO3 i
[4,11,16,17,21]. IlepeHocumicTh Tepamii Ha TJi HasSBHOTO  IOSCHIOE iX BUCOKY CMEPTHICTH BiJf OHKOMATOJIOTII.
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CemeliHblli cny4yaili CUHAPOMA HUMAMereHa, OCJIOXKHEHHOro ebv-numdoonponudepaTtMBHbIM CUHAPOMOM U NIMMPOMOIn
J1B. KocTroyenko

3anagHoyKpanHCKMiA Cneumannu3vpoBaHHbIi AETCKUA MEONLUNHCKUIA LEeHTP, T. JIbBOB

Cnnapom Huiimerena (Nijmegen breakage syndrome, NBS) — 370 ayTOCOMHO-peLeCCUBHOE 3a60/1eBaHNe U3 rpynbl CUHAPOMOB XPOMOCOMHOIA HeCTabuib-
HOCTW, XapakTepu-3ytoLLeecs MuKpoLedanneit, IMLeBbIMI AUCMOPHUAMI, OTCTaBAHNEM B (DU3MHECKOM Pa3BUTUN, KOMOUHUPOBAHHBIM NMMYHOAEULTOM,
rMNEPYYBCTBUTENBHOCTLIO K MOHW3MPYIOLLEMY U3JTY4EHMIO 1 BbICOKOI CKITOHHOCTBIO K OHKOMOrMYeCKUM 3a60neBaHusm. B paboTe onucaH cemeitHbli cry4an
NBS, 0CnOXHEHHbIA Yy 060MX AeTel pa3BUTUEM NUMAOM 1 OKOHYMBLUMIACSA NeTanbHO. Mpn 3TOM Y 0HO pebeHKa Habmofany YeTKyto CBA3b Pa3BUTUA NNM-
thombl ¢ nepeHeceHHoit EBV-uHekuneii. B aToil e cembe Npu 4eTbipex 6epeMeHHOCTAX NPOBEAEHO NpeHaTanbHyo anarHoctuky NBS n pogunocs Tpoe 340-
POBbIX [IeTEN — reTepo3nNroTHbIX HocuTenen mytauum 657del5 NBN-rexa.

Kntoyesble cnosa: cuHapom HuiimereHa, nepeuyHbIii nMMyHoaednuuT, aetun, EBV-undexuns, numdoma.
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Family case of nijmegen syndrome complicated by ebv- lymphoproliferative syndrome and lymphoma

L. Kostyuchenko

West Ukrainian specialized children’s medical center, Lviv

Nijmegen breakage syndrome (NBS) is a rare autosomal recessive condition of chromosomal instability that is clinically characterized by microcephaly, a dis-
tinct facial appearance, short stature, immunodeficiency, radiation sensitivity, and a strong predisposition to malignancy. Article contains family case of NBS
that was complicated by lymphoma development with exitus lethalis in both children. Clear association between lymphoma and EBV-infection was examined
in one child. Prenatal diagnostics of NBS was performed during four pregnancies in this family and three healthy children (heterozygous mutation carriers of
657del5 NBN-gene) were born.

Key words: Nijmegen syndrome, primary immunodeficiency, children, EBV-infection, lymphoma.
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