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3 CUHAPOMOM HIAMETEH

Nijmegen Breakage Syndrome (NBS) — aymocosio-pe-
HECHNE TIXAOPNMEONNR, AR XOPamepuavembses M poie-
thaicw, Inywodedigemon § aidenenmn exiasiicme do
wraakionux ayxiun. Kainigo-2eneaioefywe doctidycennn
npodedenn 8 7 oiw'ax i1 NBS. Biciv dimeis iz NBS (5 xaon-
wuicia | 3 digwamox) obcmexcen! v aind gid 7 micaiia do 1
pewcle, Yoo dime Ovaw comoiusomuimy HOCRA Mymaiii
a5 7deld B 5 aunadiax NBY y aigl 6— [2 poxia yoxaadunscs
POTEMIIROM ORKDAEMANIRIO M HUX aXa0poaans (i —
4, alvgocicmiviumez — 1) NBS y npedandie sacmao cynpo-
BOAMCVEARCH aPpOORCENUAE 8adaii, ocoaues Hupox, Ihas
penpodykmuani ampamy y podusie 1 NBS avempivgaueas
sacmiwe ceped ool woroeeivol cmami, AKE Rosupain v iyl do
I poxy (ro 4—6 gunadicie & odwin cin). B podosodi cived
BUREAEHT SUNGOKE LIDIKICHUX NYXAUN OPaania WAyNKoso-
Kumkosneo mpacmy.  bawsexocnopionenud waod cnoc-
mepicaecy mideky & [ aunadiy, sid fxose napodiioca deoe
dimel i1 NBS. Kinigo-ceneaqodivhub anaais € opaa-
PLERUM MEMadow (18 RPOSIEIVAGHILE COMTIIINNLE | Penpe-
dyrmuanux nopyiaens & civ my i3 N8BS,
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Beryn., Niimegen breakage syndrome (NBS) —
XBOPODE, WO VCNAIKOBYETLCH 3@ AyTOCOMHO-pPELE-
CHBHUM THROM. |1 (peHOTHNIYHUMK OIHAKAMK €
Mmikpouedania, «nraxonodibHes obanMu4s, KOMOIHO-
BaHHid IMyHooediuMT | CXMABHICTE 10 JA0AKICHHN
nyxann |1, 2].

NBS-cuHapoM, AK i iHli XBOPOBM XPOMOCOMHO]
HecTabinbHoCTI [3], A0 AKHMX BIIHOCATL aTaAKCio-Te-
AeauriekTalilo, cuuapos Bayma, adesmin MaHkKoHI,
MIrMeHTHY KCEpOAepMIiD, XAPAKTEPHIVETHCA MIABH-
LWIEHHM PHIHKOM POIBMTKY ¥V MOJIOAOMY Billl OHKO-
aoriymol natonorii. Mpote v xpopux 3 NBS yacroTa
HOBOVTBOPIB € 0CcoBAKHBO BHcoKo. Tak, Chrzanow-
ska i cnipapT. [4] PinzHA4AOTE MOHAL ¥ OBiYI BUOLY
HACTOTY OHKOJAOMYHHX 3aXxBopiosaHs npy NBS v no-
PIBHAHHI 3 ATAKCIEI0-TENCAHTIEKTAZIEID,

Seemanova |3] HaBoOWTE Pe3VIBTAT CROCTEPS-
HCHHA & xpopux 3 NBS, 4 3 akux nomepau v iui 9—
|9 pokiB Bid OHKOAOMMHKX 3AXBOPIOBAHL. 3TiAHO 3
JAHHMM NOSsChKKY asTopis [6], 3 11 oitei 3 NBS
TiAEKH B OAHIET DiBUMHKK nepebir Xpopobu yoknan-
HHBCH po3BuTOM B-aisdomu,

InTepHauionHansHa NBS-cTynis, B peecTpi akoi
HapaxoaveTuea 55 xpopux 3 NBS, nosinomane, wovy
40 % uux ocid OHKOJOriMHI 3axpopBaHHA Gyan
giarHoctoBadi oo 21 poky xutTH |[7]. Y xBopux 3
NBS po3BMBAIOTLCA NEPERAKHO IMOAKICHI NYXTHHM
AimaTHurol cHCTEMM, Cepen HKMX YinbHE Micue
nocilaTs HexoaxkiHcskl Niviwosmu |8]. binbwicts
NBS-acouifiopanux nimdpom € B-niniiinoro noxoa-
MEHHS, NPOTE B OKPEMMX XBOPHX TAKOK AIArHOCTY-
toTecs T-nimdobnactHi nimdpomu |9, 10]. Kaini=wmi
PHCH 3AXBOPIOBAHHA € AYyAE DIIHOMAHITHMMM, Ta
HalyacTiwe ppaxarThed WHAHD niMdaruyni Byi-
K, NpUIATKOBI NMazyxu Hoca, enigapuHke 8. ¥
JOCTYTHIA HAM NiTEepaTypi MH IHAWLWAW JHWIE OOHE
NOBIAOMNEHHA NPO POZBMTOK ¥ AMTHHK 3 NBS rocr-
poi Mienoinsol aedkesii [11].

Merta poboTH — BHBYMTH reHEATOTIUHI OCcoDIK-
BOCTI CiMeill xpopux 3 cuHaposmom Hiiimered. as
NPoBEleHHA JAHOrD A0CAILKEHHA BYIH NOCTABIEHI
sapnavds: 1) npoBecTH KAIHIKO-reHeanorivuHe
ACCTIAKEHHA B CiM'Ax 3 cHiapoMom Hilimerewn; 2)
npoaxanizysard wactory i cnektp TBP Ta 3no-
HKICHHX NYXTHH B UMX POAHHAX,

Marepian i metoam. lNposenedo 36ip Ta aHanis re-
HEANOTTHHHX OCODNHBOCTER B CEMH CIM 89X XBOPHX 3
cuuaposos Hifimeren,

PeayawraTs docainkens Ta ix obropopenna. 3a 1o-
NOMONOK KTIHIKO-TeHEATONMHOrD AHANIIY BHBEYE-
HO POAOBOAH CEMH CIMEH, B HKMX HAPODHIMCH IiTH
3 NBS. ¥ unx cim'sx obcrexeno 8 niteil 3 NBS
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BikOM Bi 7 Micsuie 0o 11 pokis, MeliaHa BiKy ckna-
nae 6,0 £ 2,8 pokip. [Tatepo xnonuie i Tpoe JiB4at
nposxupani y Jlssipeskiit ofnacti (Mkpaina), y
MATH 3 HKHX nepedir xpopobu VOETATHHBCH PO3-
BHTKOM HEONNACTHYHOIO npouccy v eili 6—11
pokis. ¥ci QitH € roMOIMrOTHHMH HOCIHMM MyTawil
657del5. Qiarnos nioreepiscHo MOACKYJIAPHO-TC-
HETHYHUM MeTonom npodecopom R, Varon & lHeru-
TVTi FTEHETHEM NoanHu YHisepcuteTy im. [ymOonsa-
Td (bepnin, HiMeuunna).

Konimiyua xapaktepuctuka aitei 3 NBS nonana v
Taon. 1. ¥ n'atk nitei niarnoctosaqo MBP, jokpema v
NBOXY — KIHHOJAKTUNIA T4 CHHIAAKTHIA, ¥ TPLOX XBO-
pUX — BAQW POIWUTKY HUPOK AK NiIKOBOMOLIGHA
OMCrNasis, Ta30Ba OWCTONIA, EKTOMIE TA rnonaasis
HUpoK. ¥ cemu niteil (87,5 %) cnoctepiranncy peuu-
aueyioni pecniparopii inderxuii. Cepen cemu cimeil —
TPH ciMT, v akux NBS piarnocTorano v pinHix cudein,

Cnocmepexcennn 1. ¥ cim’i M. map micue Ginin-
KOCNOPLIHEHHA winnd; DATEKH € YOTHPHIOPLTHHMN
cubBeamm (puc. 1). Mepen oopyxeHHAM BOHH 3BEp-
TAMTUCE ¥ JILRIRCEKUMA MEAMKO-TEHETHYHUE LEHTP
Hi KOHCYILTALLIKD LWOA0 APOrHO3Y NOTOMCTE:R | Gyiu

MOMEPEKEH] NPO MUABHWEHHH PHIMK BHHUKHEH-
HH CNAAKOBOT Ta BPOLAEHOT naToaori y aitei. Mep-
Wa AMTHHA KiHo4oi CTATI HAPOAMIACH 300POBOK |
HE Mald KOAHHY aHoMaiii dedoTiny. Jdpyra auTy-
Ha XKiHOYOI CTaTi Hapoaunaca 3 Mikpouedanicw i
noMepia v giul 1.5 pokis sin kopy (NBS?). Tpera
BATITHICTL 3asepiuiaca sukuaHes. Bin werseprol
BAMITHOCTI HAPOAWNACE AMTHMHA 4OJO0BivOl CTATI 3
BPOAXKEHOK Mikpouedanic, B AkoT v BiLi 8 pokis
Gyao niarnocrosano NBS. [iarnos scraHosneHo Ha
etani manihecrami nismdodnactiol nivdomn. B pe-
IVALTATI NPOTOKOIBHOID AIKYBAHHA BYN0 A0CHTHY-
TO pemicii, sika Tpusae 7 pokis. Ponosin npoana-
Ni30BAHO HA TAHOHHY ceMH NOKONiHE (pue, 1), Mo
MATEPHHCBKIR NIHIT 3apeccTpoBaHo OBa BUNAILKH
INOAKICHHY NYXIHH, TAKHX AK PAK WIVHKY ¥ 1BO-
topiaHoro cubea MaTepi npobanLa Ta PAK ABAHLLLA-
THRANOT KMUIKK ¥ pianors cubea Badyvel npobadna.
¥ we opHoro aeowpiadoro cibea Matepi npobanma
C[I[_'ICTI;"]_'}irELI'IEi{.:L- JATPUMED IICHKIJML}']'ILJPH{}II} Pﬂl:l-"
BUTKY B MOEOHAHHI 3 AaHOMANIAMM CKENETY.
Crocmepexcenna 2. ¥ cim'i 1. (puc. 2) DaTskn no-
X008 TE 3 OOHOMO cena, Ae iX poaHHH MEWKATb
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El [MBP: nopyiwerna GopuMyBAHHA CKENeTY;

JATPHMED NCHXOMOTOPHOrD POIBHTEY

Puc. 1. Ponosia npoGauaa M. (nocavanna NMBP 1a oukonaronorii v npofanaa; MBP v ctapworo cubea; GanasKocnopindenui

Wm0}
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BrponoB#x O0arateox nokodine. Bin nepwoi eariv-
HOCTI HAPOAWAACH IMTHHA KiHOYOT CTATI 3 BpOILKe -
How Mikpouedatico (NBS pepudiikonano natana-
TOMIYHO), #KA NOMEpAa ¥ Bili TPLOX POKiB Bil
niscpori Xoakkina. Jpyra BariTHicTs 3aBepuin-
Jack BUEKHAHEM v TepMidi 10 TraHis. Bin TpeTbhol
BAMITHOCT] HAPOOMAACH AMTHHA XIHOUOT CTATI 3 BPO-
KEHOW MIKPoUehanicio Ta rinoniaien HUPKH, B
AKDD ¥ Bili 7 Micauis sepuirikopane NBS.

Cnocmepexcenna 3. ¥ cim'i J1. y asox pinanx cnib-
CiB 4OA0BIMOT CTATI BiKOM 2 1 4 POKH NiarHOCTORAHO
NBS. ¥ monopworo cudca, AKKMI HapooupcH Bin
apyroi garitHocTi, crnocrepiraotscs [MTBP — cuuna-
KTHLIH Td KAMHOIAKTUNIH. TpeTs BariTHICTL 3aKiH-
YHAACE BHKHIIHEM ¥ APYIOMY TPHMCCTPI BAriTHOCTI
— naig wonosivol crati (niarnos NBS ninteepise-
HO MONEKYIHPHO-FEHETHYHUM MeToaom ). Ponosia
NPOAHANII0RAHD HA TAHDHHY YOTHPBOX TTOKOIIHE
(puc. 3). Tlo sarepuHCbKiil AIHIT cnocTepiraincs
TPW BHNAAKH XBOpoOK [Tapkincona Ta cMepTL NHTH
aiTelt y Bili 10 oaHOro poky — piaHnx cubeis ainy-
ca npobaraa. Mo ninil Gatska v Tpotopianoro cudoa
AlHouol crati sapeceTpoBano mikpoucthanio, Bu-
NAIKIB OHEOIOTIMHOT NaTonoriil B poaMHi He BHABR-
TEHO.

Crocmepexcennn 4. Y cim' K. y oiBMUHKH 3 BpoI-
MeHoW Mikpouedanicn NBS niarvoctopano v el

Il pokis Ha thoHi po3suTKy B-KaiTHHHOI nimdomu,
3 MPHBOAY HKOT BOHA OTPHMYBATA NMPOTOKOALHY Xi-
siotepanio, JdocarHyto pesicii, aka TpUBae TpH
pokn. dpyra AMTHHA — XI0NUKMK 7 pOKiB — 300p0-
Buit. Ponosin npoaHanizosaHo Ha rAMDHHY YOTH-
pLox nokoaine (puc. 4). Matw npobanna i T pinna
COCTPA CTPAMIANTE HA XPOHINHI 3AXBOPIOBAHHA HW-
poK. BHNAankH 3axsopioBaHHA FTOAKICHHMH NYXIH-
HamMH JAPEECTPOBAHO ¥ Oiaycd npobanaa no HaTe-
KiBchKii ninil (pak npamoi Knwkd) iy npanisa
npoBaniaa No MaTepHHChHKIA NiWiT (pak ropna). ¥
Haniscuboa KiHowol cTati No DATLKIBCLKIH NiHil —
FATPHM KA NEHXOMOTOPHOMD POIBHTKY.

Chocimepexcenid 5% cim't LLL (puc. 5) BaThkn no-
XOMHTE 3 OAHOTO Cena, 1€ X pPoadHH MELWKANTh
prpofoex Garateox nokodide, dutuda 3 NBS vo-
NOBIYOI CTATI HAPODOWAACH Bl TPeTeO! BATITHOCTI.
[Mepuni A8l BAFTHOCTI, 3 HUX O0HA OBIAHEK, 3ABCP-
LWIHAMCH BHEMAHAMK ¥ Tepmini 27—28 Tiwdis. Bin
YeTREPTO! | M ATOl BANTHOCTEN B CiMT IB0E 3T0POBUX
aiteil Bea aHomanii deroruny, JliarHos BCTaAHOBNEHO
v Biui b pokie Ha eTani veraaaanenua NBS remodaro-
unTapHus aimdworictiountoiom. MNMpodari nomep Ha
chomMomy poui wurTa. Poaosin npoaHanizosaHo wa
FAUGHHY TPLOX NOKOAIHL. ¥ smatepi npobadaa —
XPOHIMHE 3AXBOPKBAHHA HHPOK, ¥ ninves npobadid
NO BATLKIBCLKIH JIHIT AIArHOCTORAHD PAK JETCHE,

Kaininma xapakrepueriia

g e lirenexr ey
Xpopwii Bik Crarn (BciEianuR poanitioe) LW kipHi nposibe

M.B. (puc. 1 B Yo, M Bitigiro

MN.M.(puec. 2 T wic. MiH. ™ ==

JLB. ipnc. 3) 4p. 0. SN

NG {puc. 3) | p. 10 siic. 4y, SN -

KO (pue. 4) El e WIH. M Birutiro, s koasopy sKasi
MONOKOMs, MCOpial

LA, (puc. 5) 6 p. Yo, SM —

C.HD. (pue. 6) 9p. i, N Massi KOTLOPY «KAGH 3
MOUTOKOM =

n.o. 7p KiH. N —

MpumiTtra. PPI
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Puc. 2. Ponorin npodanaa 1

Cnocmepeacenns 6. ¥ cimT C, niarvos NBS scra-
HOBIEHD ¥ NMTHHH Y000BIM0T CcTati Bikom 9 pokis
BXE Mi0 yac madichectawi’ mmdyvanol B-xnituinoi
Aimpomu. JIHTHHA NOMepna, He AOCATHYBLIKW pe-
micit, |HWwKx aiteid v ciMT Hemae, Polosin npoada-
NIIOBAHO HA FAMBHHY YOTHPEOX NOKONIHE (pHe. 6),
Mo sarepuncekiil ainii v nioyes npoBadoa cnoc-
Tepiranaces NEPENYACHA CMEPTL ABOY DpaTie i cectep y
BiLi 0o 40 pokis.

NBS u PaK LLTYHKE

@ MHEBMOHIH

Cocmepexcetna 7. Y cim'i npobanna 1.0, 8 po-
JHHL HE JAPCECTPOBAHIT ANOHKICHT NYXIHHHA TA NpH-
POMAEHI BanH po3BHTEY. JiBMHHKA HAPOIMIACA Bia
MEPLIGT AOHOWEHOT BARTHOCTI, Brepue noctynuaa
¥ peadisaliiine sinninends OLCKIN w. Jleposa
BIKOM 7 POKIB ¥V BKpaH BAXKOMY CTAHI 3 CHMNTOMO-
komMrackcom NBS ta aucemiHoBaHOMO MYXAHHHOTO
npouecy. Yepes oany 1oby nicas rocnitanizauii no-
sepna. Miardos NBS 1a HexonxkiHCsKOT AndyaHoi

xpopHy 3 NBS

Tabnuus 1

THII Baan

MepeHecen] midwe kil

Honovtsopn

Hucauok xpopobn

Finonaasia Hupky

Ci THIAKTHA T . ETHHOAAKTHA

KMHOaaKTHAIA

Tazonn AMCTONIN TA NiIKORO-
nogifita ANCnIaiia HHPKR

Ekronia Ta rinonyaia HupKH

Yaci P3, 8 Tomy umcai nueas-
MOHIT, OTHTH, FARMOPHTH

PP, peunaun. GpoHxIiT. 0OTHTH
PPI
PPL, xpodivHril obcTpyKTHEHHEA

DPOHXIT, XPOHIYHIE PHHOCHHY-
CWT, XpOHIHKE niEAoHehpUT

PPL, nuenMoHii, reifmHmi
NisichIeHIT, SHTEPOKOIIT

PPI, peuqaneyiodi cToMaTHTI,
TTHEBMOHIT

PPl, kammox

MismdpobaacTea nisisonma

B-inimunna aimduosa

Femoduarountapruii nisdo-
TICTIOWHATOS

Muthyana B-peaukorniTHHa
Aisthoma

Hexonskincska gudyana
I IUAHO-KATTHHHA Aivioma

Crhocrepiragtaed 7 poxin

CrnocTepiraeTeca |1 pik
CnoctepiraeTeen 2 poku
Cnocrepiraetnea 2 poku
CnocTepiracTecd 3 poku
Momep & 6 pokin

Momep & 9 poxin

Momepna v 7 pokia

iHrenekT. Bik XBOPHY BKAFIHMIT HA 9aC BCTAHOBASHHA TIarHody.
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NBS [D PaK NPAMOT KHIIKK
m:[ PaK ropaa @ smikpouediatia

I

Puc. 4. Pooowin npobanaa K.

IMILAHO-KTITHHHOT TiMGOMM BCTAHOBNEHO NMaTaHa-
TOMIMHO, KPiM UBOMO BHABICHO AHOMANTKD HHPKH
{ekTonito i rinonaasiio). THIWKX DiTed v cimT Hemae,

YisaransHeHi ocobnHBOCTI POAOBOLIE CEMH CiMel
3 NBS noaani v tabo. 2. ¥ umx cis'ax Hapoamnocs
4 nitei, npuaomy gecats (71,4 %) — 3 niarHozom
NBS, a Tiankn uersepo (28,6 %) — anoposi. banae-
KOCopiaHeHni wnoed (puc. 1) cnoctepirases Tinb-
KH B OOHIH pOoanHi (DaThbkH — HoTHpHIopiaHi Gpar i
cecTpal, ¥ ABOX CiMHX IBCPTAITE Ha cede yrary pe-
NPoOAYKTHEHT BTpaTH (pHe. 2 1a 3). skl 3yerpivanncs
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NBS @ Mikpotedania xsopoda Mapkivcona [ eukiaeHs

HaiyacTiwe cepen ocib Yonosivoi cTaTi, WO NOMH-
PaTH A0 0OHOre POKY AHTTA (no 4—06 Bunaakis B
QAHII poaOMHI).

o HaponxeHHA HTHHK 3 NBS v yoTupbox ma-
Tepis Ove yoKNagHeHWIl akyulepceKo-riHEKDAO-
FIYHHA AHAMHES — MEPTBOHAPOILKEHHA, BHKHIHI, ¥
PELTH — BACiTHICTL GvAa nepwo. ¥ osox cim'ax
BUKMAHI OyaM ¥ nepwiomy TPHUMECTPI BATiTHOCTI
(B—=10 THnis recrauil). ¥ marepi npodanaa L.
(puc. 3} nepli BAMITHOCTI 3aBEPLUNIMCA BHKWIHA=
MM ¥ TCPMIHT recTawii 27—28 THAHIB, NpUYOMYy 0py-
rHil BUKMIEHE — OeiiiHA. Bei nnoou, Ak i npoGaHa,
yoaoesiuoi crtati. HeobxinHo BIAIHAYKMTH, WO B ciM'T
Jl., ne € npoe xnonuHkie 3 NBS, TpeTH BariTHICTE 34-
BEPLUMAACE BUKHAHEM TAKO® 40J0BIUOT cTaTi (pHC.
3). ¥ uworo nooaa niardos NBS Gyao niaTeepaxeHo
MONEEKVIAPHO=TEHETHYHHM METOLOM.

Mpu KaiHiko-reHeA 0TiMHOMY aHANi3i MikpoLle-
thania AK NpUPOLKEHA BANA POIBMTKY De3 o3Hak
NBS suspaanaca no OatekiBcekii AiHil v oBox
ciM'ax: v Tpopiadoro cubea npobanaa (puc, 3) Ta
Hanigcubea (puc. 4). Xsopoba [Mapkincoda vacto
aycTpivanaca B oaHii cimT{puc. 3). InoskicHi nyx-
JUHHE CNOCTEPITAMHEA ¥V YOTHPBOX POOWHAX NPOo-
Bannie 3 NBS (no | —2 punanku) gk no ninii marepi,
Tak 1 no nidii DaTeka. HaitvacTtiwe ue Gyan nyxim-
HH OPraHiB TPABMEHHA 3 TOKaNI3aUIE ¥ LTVHEY,
NpAMii T4 ABAHAAUATHRATIH KHIIKaX.

HaluacTimmmy yekaaanerHsmn NBS, ak cein-
UATH JAHI NiTeparTypn, € MMOAKICHT NVKIHHA JiM-
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thoinHol TkannHu |3, 8, 10]. ¥ Hawomy cnocrepe-
MEHHI cepel BOCLMH JITEH ¥ TPLOX XI0OMIHKIB | ABDX
ais4aToK Bikom 6— 1 | pokip po3BuHYNIHCH 3N0AKICHI
nyxaMHu. aimdobnactHa aimdoma, B-knitvHuHa
Jimdioma, andyina B-seaukorniturda nimdoma,
HEXOMKKIHCLKA OWyIHA IMiLAHO-KNITHHHA AiM-
tpoma Ta remodarountaprmii aimdorictioumntos. He-
0OXLIHO 3A3HAMHTH, IO XBOPI NOCTYNMANA ¥ NIKAPHIO
3 BUPAZHHM CHMOTOMOKOMIIEKCOM HOBOYTROPY.
Hiarto3 NBS sneplue BCTAHOBMIOBABCH BAS NiA 4ac
AlkyBAHHA noskicHol nyxnudd, Jdeoe niteil nicas
NPOBCACHOTD XiMIOTCPANCHBTHIHONO JiKYBAHHA N¢-
pebYBAOTE B peMicil NPOTATOM AEKINBEKOX POKIB.

Takus yHHOM, 32 JOMOMOTON KIiHIKO-reHea-
JOMYHOTO A0CNIAKCHHA MOXHA BUABUTH B POLOBO-
Aax cimeid 3 NBS punanku uiel xpopobu, HKI He
NIArHOCTOBYBATHCH PAHILLE, JOKPEMA B TPBOX CiM X
piaHi cHBeK Manu kaiHiuHi oaHakd NBS. Kpid ubo-
ro, HaMM BCTaHOBNEHA OOTHMEHICTD aHamHesy v
X Cin'8X U000 HARBHOCTI NPHPOAKCHHX Bad pos-
BUTKY Tal JNOHKICHHX NYXIHH, WO € BAKIHBHM ac-
MEKTOM MPH MEAHKO-TEHETHYHOMY KOHCVALTY-
BAHHI.

Buchosku. FIHIKO-TEHEATOMTYHHH METON € Ba -
AHBHM EACMEHTOM AIATHOCTHEM B CiMX, I¢ HApO-
amaaca auTHHa 3 MNijmegen Breakage Syndrome
(NBS) . V Tphox i3 cesmu ciMeil ueil xe niartios oye
¥ PiAHKMX CHOCIB. JHAYHI PENPOAVKTHBHI BTPATH B
poouuax 3 NBS averpiuanues waivactime cepen
OCiD HONORIMOL CTATI, HKI NOMHPATH ¥ BIL 00 00 HO-
ro poky (no 4—b6 BUNAAKIE B OLWIA poamuuHi),
MNijmegen Breakage Syndrome vy npobanais wacrto
cynposoixyBascs iHwumn TTBP 30kpema Hupok,
Cepen NpUpoLKEHHN BAL POIBUTEY ¥ POAHYIB Po-
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HKICHMX NVXAMH JiMQaruiHol cucTemu € Haii-
yactilwny yekaanHeHHay MBS, B ponosoni ciseit
YACTO COCTEPICAIOTLCH ATOAKICHT MYIHHKM OpPraHie
TpasneHHs. bateku | cubeu, ae B pooMHi HAPOAWNACH
ouTHHA 3 NBS, norpedyioTh MOICKVASPHO-TEHE-
THUHOID OBCTEREHHH 108 BHIHAMEHHA DHIHEY BH-
HHEHCHHA W€l naronorii npo 1JaHYBAHHI Ba-
FITHOCTI.

SUMMARY, Nijmegen breakage syndrome (NBS) 5 a rare
autosomal recessive disorder characterized by microcephaly,
immunodeficiency and high predispozition for malignancies,
panticularly B-lymphoma. Clinical and genealogical analysis
has been conducted in 7 families with NBS. Eight children
with MBS (5 boys and 3 girls) were observed a1 the age from 7
manths 1o || years, All the children were homozygous carriers
for mutation 6537deld. Oncohematological complications
developed in 3 cases (4 cases of lymphoma and one case of
Iymphehystioeytosish at the age of 6-12 years. NBS in
probands is often accompanicd with birth defects, especially
with kidney pathologies. Considerable repriductive |osts in the
families with MBS were noted mainly among males who died
at the age less than one vear {(4-6 evenis in the families). The
cases of dipestive system cancers (stomach, rectum, duode-
num} were revielad in the family-trees. Consanguineous cou-
ple was observed in | case (marrisge between third cousins)
and 2 children had developed NBS in this family. Genealogical
analysis seems o be very informative 1o predict somatic and
reproductive disturbances in NBS families.

PEIOME, Mijmegen breakage syndrome (MBS) — avro-
COMHO-PELECCHBHOE 3a000eBAHNE, KOTOPOE XaPAKTEPHIYET-
o MuKpouedan e, HMMyYHOISQHEHTOM H NOBBLIWSHHOH
NPCIPACTIONOACHHOCTERY K ITOKIMCCTBCHHBIM ONyXOass.
KAHHMEO-TEHEANOTHYECKOS HECACI0BAHHE NPORCACHD B CE-
mi cembix ¢ MBS, Bocesmb deteii ¢ MBS (nath manbumkos u
TPH ACB0MEN} DGCHEN0RAHEL B BO3pacTe o7 7 Mecaues oo 11
aet, Bee neth GeUTH FOMOIHTOTHBIMH HOCHTEASME MYTALLMH
637del5. B nutw cavaany MBS B sospacte 6—12 neT ocook-
HUACA PaIANTHEM OHKOTCMATOIOrMYCCKHY 3aboacBaHmi
(nusiomel — 4, ausiporucTuountod — 1), NBS v npoban-
NO0 YACTO CONPOBOALANCA BPOKIEHHBIMH TOPOKAMH, OCO-
GEHHO TOYEK. JHAMMTENLHBIE PENPOIYKTHBHBIE NOTEPH Y
POOCTECHHUKOR C MBS BCTPESMATHCE MALLE CRPEIN THLL MY#C-
KOPD MO0, KOTOPBIC YMADLIH B BOIPACTE 10 DIHOCS roga (no
4—6 cavyaes B 0aHOH cemee). B ponocaosroil cesmed obua-
PYHEHB CIYVUAH VIOKAMECTREHHEIX ONYXOTEN OPTraHoR Keny-
SIS HO-E L e HOD TRAE T El.ﬂH {KI:'ITH.J,'[IT.:THQ:HH bll"l ﬁPHK Hﬂ:E-
MHMEAIW TONBKD B OOHOM CIVYAE, B KOTOPOM POLWITHCE DROE
neveil ¢ NBS, KnuHWKo-reHeanormieck il aHaang aeasetcs
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HHPOPMATHEHBIM METOLOM [UIH NPOFHOSHPOBAH WA COMATI-
UECKHX M PCNPOIYKTHEHBIY HAPYIWeHWA B ceMbiy ¢ NBS.
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