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CLINICAL AND LABORATORY FEATURES OF THE CASE OF ATAXIA-TELANGIECTASIA
A.S. Prilutsky, I.LA. Prilutska, K.Y. Tkachenko, A.M. Kit

SUMMARY
The described case of ataxia-teleangiectasia (A-T) in a boy of 4 years old had a fairly typical course.
Along with typical manifestations as cerebellar ataxia and ocular teleangiectasia there were quite marked
changes in immune status. However, instead of the typical malignant tumor pathology there was benign tumor

- scrotal hemangioma.

KNMIHIYHI TA NTABOPATOPHI OCOBNTIMBOCTI BUMAOKY ATAKCII-TENEAHIIEKTA3II
0.C. Mpunyubkun, 1.0. Mpunyubka, K.€. TkayeHko, A.M. Kit

PE3IOME
OnucaHni BUNagoK aTakcii-teneaHriektasii (A-T) y xnonyuka 4-x pokiB MaB JOCUTb TUMOBWIA Nepeodir.
Mopsa 3 TakMMK XxapaKTepHUMM NMPOSBaMM K MO30YKOBA aTaKCis Ta TeneaHriekTasii cknep manu micue AocuTb
BUpaxKeHi 3MiHM B iMyHHOMY cTaTyci. [1poTe, 3amicTb TMMNOBOI 3MOSAKICHOI NyXNMHHOI naTonorii Mmana micue

[o6posiKicHa nyxnunHa — remaHrioma KanuTku.

KniouyeBble crnoBa: MoO3Xe4ykoBasi aTaKCUSl U TeJleaHrMaKkrasusa CKnep, KnnHn4yeckume u na60paToprle

0COOGEHHOCTHU.

Arakcus-teneanrudkrasus (A-T) wiu cuHAPOM
Jlyn-bap — 3T0 ayTOCOMHO-pPELIECCUBHOE MYJIBTHUCHC-
TeMHOE 3a00JIeBaHHE, XapaKTePH3YIOIIeeCs IPOTPECcCH-
pyroIiei HelipoJereHepamnueii, CKIepaTbHbIMA U KOXK-
HBIMH TEJIEaHTUIKTA3UIMHU, KOMOMHUPOBAHHBIM HMMY-
HOJE(PHUIIMTOM, YACTO PEIUAUBHPYIOIIUMHA WH( SKIIHSI-
MH, BBICOKIM PHUCKOM Pa3BHTHS 3710Ka4€CTBEHHOM OITy-
XOJICBOM MATOJIOTHH ¥ MOBBIIICHHOW YyBCTBUTEIHLHOC-
THIO K HOHH3UPYIOIIeMY U3TydeHuro [1].

OONIenPUHATO CUUTATH, YTO YACTOTA BCTPEIAEMO-
CTH JaHHOU MaToJIOTHH cocTapisieT 1 cirydait Ha 40 000
— 88 000 >kuBBIX HOBOPOXACHHEIX [2]. B TOXe Bpems,
COTJIaCHO JaHHBIX Psiia aBTOPOB, OHA MOXKET BCTpEda-
€ThCs 3HAUUTEIBHO peske ¢ yactoTor 3: 1 000 000 [3].
B crpykType 3a0oneBaHUS HET PACOBBIX pa3iUiHid, a
HCXOZSI U3 TUIIA HACTICTOBAHMUS CIIEAYET, YTO MYKUMHEI
1 JKEHIINHBI TOPAKAIOTCS OAMHAKOBO YacTo.

B ocHoBe A-T nexwut mytarus reHa ATM (Jtokyc
11q 22-23) [4,5,6], KOOUPYIOIIETO OMHOMMEHHBINH Oe-
JIOK, YYaCTBYIOIIUH B perapanuu MOBpPEKASHHON IBY-
auteBorr THK. Ilpu satom y 90% 6onpabIx ATM HE
onpenemnsiercs, a y 10% oOHapyXHBalOTCS CIEIOBHIC
3HaueHns 6enka. Jlo 1% GompHbIX A-T HMErOT HOpMaib-
Hble koymuecTBa ATM, omHAKO, Y TakuUX MAllMEHTOB
3HAYUTEIHHO CHIDKCHA aKTHBHOCTH CEPUH-THPCOHUH
KWHA3bI (TaKk Ha3bIBaeMbIH KHHAa3a-MepTBEIH THI) [1,7,8]
W3 npouynx XpoMOCOMHBIX aHOMaIHi y 5-15% O6omb-
HBIX A-T peructpupyroTcs TpaHciokanuu 7,14 map
xpomocom, "ame Bcero 14qll (mokyc T-kiaeTodHOoTrO
peneniropa ) u 14932 (mokyc B-xierounoro pemenro-
pa) [9]. IIpomomkuTenbHOCTD *)u3HU TIpu A-T B cpen-

HeM cocTasisieT okoio 25 net [10], ogHako, ecTh cBe-
JICHBSI, YTO HEKOTOPKIC OOJIbHBIC HOKUBAIH 10 50-11eT-
Hero Bo3pacTta [11]. B cBsi3u ¢ peAKOCThIO 1aHHOM ma-
TOJIOTUH U HEIOCTATOYHON OCBEAOMIIEHHOCTBIO Bpayeit
C KJIMHUKO-TA00paTOpHBIME Tpu3HakaMu A-T mpuBo-
JIUM PE3yNIbTaThl COOCTBEHHOTO HAOIFOCHUS.

MATEPWANBI U METO[bI

Hamu obcrejoBaH MaJIBYMK B BO3pacTe 4-X JieT
(6ompHOM Y.). Cpox HaOmoneHHUs 32 OOJHHBIM B BHIIE
HEPETYJSIPHBIX BpadeOHBIX OCMOTPOB COCTaBHII 2 TOJIA.
JlaGopatopHble Wccle0OBaHUs BKIIOYAIN B ceOs KITH-
HUYECKHE aHAIM3Bl KPOBH, MOYM, OINpEeIIeHHE psaa
OMOXMMHUYECKHX IOKa3aTele, a Takke MIMMYHOJIOTH-
yeckoe oOcienoBanue. [lokazarenu sKCpeccruu Kiac-
TepoB nudPpepeHIUPOBKU MOHOHYKIeapoB CD37,
CD4", CD8", CD22" ycTaHaBIMBaJH C TOMOIIBIO COOT-
BETCTBYIOIINX MOHOKJIOHAIBHBIX aHTHTEI (QUPMEI
«Orthoy» B peakuu mpsSMoil UMMYHO (DITFOOPECTICHITNH.
Copepxanre UMMYHOTTI00yIHHOB G, A, M B CBIBOPOT-
K€ KPOBH HCCIEI0BAIA METOIOM PagHaIbHONH HIMMYHO-
muddy3un ¢ UCIIOIE30BAHUEM COOTBETCTBYIOIIMX aH-
TUCBHIBOPOTOK npousBosctea HUU Bakumu u chiBopo-
TOK.

Taxoke OTAEIHHO HCCIE0BAIH YPOBHU CYOKIIACCOB
IgG,, IgG,, IgG,, IgG, Konuenrpamuro obmero IgE, C3,
C4 KOMITOHEHTOB KOMILJIEMEHTA B CBIBOPOTKE KPOBH yC-
TaHABJIMBAJIA METOIOM UMMYHO(DEPMEHTHOTO aHAJIH3a.
ITomumo Toro, y 6onmpHOTO onpeaensum ypoau CPb u
KOPTH30J1a B CBIBOPOTKE KPOBH. V13 HHCTPYMEHTAIBHBIX
WccliefoBaHuid ObUT0 IpoBenieHo Y3U tumyca.
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PE3YINbTATbI U X OBCYXOEHWE

Ponuincst mepBbIM M €JUHCTBEHHBIM PEOCHKOM B
ceMbe. AHaMHE3 110 OCHOBHOMY 3a00JIEBaHHIO HE OTsI-
romeH. C paHHEro BO3pacTa OTMEYAIOCh HEKOTOPOE
OTCTaBaHHUE B POCTE U B HU3NYECKOM Pa3BUTHU, AehH-
IIUT Macchl Tena. Ha MOMEHT mocieJHero ocMoTpa pocT
coctasmui 89cm, Bec — 12,2 kr. OtHOCHTCSA K | rpymme
¢duzndeckoro passutus, 4 rpynne 310poBbs. [Ipusur
10 BO3PAcTy, IOMOIHUTEIBHO ObLIA MPOBEACHA BaKIIH-
Hanusl NPOTUB ITHEBMOKOKKA, MECHUHTOKOKKA U T€MO-
¢bubHO#M nanouky. [TocTBaKIMHAIBHBIX PEeaKIMii U Oc-
JIOXXHEHUH He oTMedanock. [lepBeie cMMITOMEI 3200-
JIeBaHUs MPOSBIIINCH B BO3pacTe OKouo | roza, B BUzE
HEKOTOPOTO OTCTaBaHWS B Pa3BUTHH ABUTATCIbHBIX
¢byHkuuni (110 JAHHBIM MarHUTHO-PE30HAHCHOM TOMOT-
paduu rooBHOTO MO3ra eIUHHYHBIE O4aru IEMHENN-
HU3aLUU NOSBIINCH Y GonbHOTO Y. yike ¢ 1-ro Mecsina
xu3HN). [lo3HEe cTann 0oTMEUaTsCsl 4acThIe MaJCHUS
U BBIPa)KCHHAsI HEYCTONYMBOCTh TYJIOBHIIA, B CBSI3U C
yeM ObIIT IMarHOCTHPOBAH aTAKCHUECKUH CHHAPOM.

BaxHO OTMETHTB, YTO IIPU ITOM NICHXHUIECKOE pa3-
BuTHE 601BbHOTO Y. Ha IPOTSHKEHUH BCETO TIEPHOa Ha-
OmromeHus ocTaBajoCch HOpMaJbHBIM. OIHAKO pac-
CTpOHCTBA XOABOBI M KOOPIWHAIINH JABIKCHUHN MOCTE-
MIEHHO TPOTPECCHPOBAIH, a KOTAa B BO3pacTe 2-X JIeT
BIIEPBBIE BO3HMKIIA TEJICAHTHIKTA3UsI B CKJIEpE MPaBO-
ro miasa, Osu1 BeicTaBieH auarto3 A-T. C teuyeHneM

OPAUTUHANBbHDBIE CTATbMHU

BpEMEHH HEBPOJIOTHUYECKAsi CHMIITOMAaTHKa HapacTaia,
U K KJIMHUYECKOI KapTuHe 3a00J1eBaHMs IPUCOEANHH-
JIUCh TaKNue CUMIITOMBI KaK 3aMe/JICHUE PEYH, MBILICY-
Hasl TUTIOTOHUS], yTHETCHNE CYXOXKHIIBHBIX PE(IIEKCOB.
[Tpu >TOM TeJeaHrHIKTa3UM MPOAOJIKAIM JIOKAIIM30-
BaThCsl IPEUMYLIECTBEHHO Ha ckiepax. Kpome Bcero
IIPOYEro, HaYMHasi CO BTOPOT'O MOIYTOANS XKHU3HHU, UMe-
JIM MECTO YacThle CHHONYJIbMOHAJIbHbIE NH(EKLUH, CO-
MIPOBOJK/IAIOIIMECS, KaK ITPABHJIIO, CyO(PeOpHIIbHOM TeM-
neparypoi. A MMEHHO, ObUI AMArHOCTUPOBAH XPOHH-
YeCKHi OPOHXHT C YaCTBIMH, IIPAKTHYECKH €KEMECs -
HBIMH, 000CTPCHUSAMH, TAKXKE ObUTO 32 KCHPOBAHO JBa
SMM30/1a THEBMOHMUIL, 00€e B Bo3pacte 2-x jeT. [Tomumo
3TOTO, Y O0bHOrO Y. OBLIA BHISBICHA TEMAaHTHOMA JIe-
BOM ITOJIOBUHBI MOIIOHKH, 110 TIOBO/LY KOTOPOW OH Ha-
Onromancs y IeTCKOro Xupypra.

Bonbnoit U. noctynun B LleHTp KIMHUUECKOH UM-
MYHOJIOTUH, aJJIeprojioruy JJOHEeKoro HallMOHAIBHO-
ro MeJUIMHCKOro yHusepcutera uMm. M.Toppkoro B
COCTOSIHUHU CpeJTHEH TSKECTH, C ’KaJo0aMH Ha ouepea-
HOH 511M30/1 000CTPEHUsI XpOHNIECKOro OpoHxuTa. Tem-
neparypa tena-37,3°C, yactora npixaHusi-32 B MHHYTY,
mynbc-117 B MuHyTy. Manbuuk NpaBUIIBHOTO TEIOCIIO-
JKCHUSI, TOHW)KEHHOTO nuTaHus. OObEKTHBHO KOXa U
BHUJIUMBIE CJIM3UCTHIC YUCTHIE aHEMHYHBIE, XOTS W3
aHaMHE3a M3BECTHO O MEPUOJMYECKH BO3HMKAIOIINX
SIBJICHUSIX aJUIEPrHYEcKoro Jepmarura. B ckiepe mpa-

BOT'0O I71a3a JIaTepaJibHO OT 3pavkKa — TCJICAHTUIKTA3U.

Puc. 1. TeneaHrnakTasuna B cknepe npaBoro rnasa.

Pocr Bostoc u Horrteit He HapyueH. [lepudepuyec-
Kre TuMQOY31bl MaTbIUPYIOTCS IO THITY MUKPOTIOJIHA-
nenuta. llluroBunHas xKene3a He yBeIUIEHa, OJHOPOA-
Ho¥ kKoHCUcTeHIH. [Ipn ayckynsranum, Ha GoHE Kec-
TKOTO JIBIXaHHS HaJl BCEH MOBEPXHOCTHIO JIETKUX MHO-
KECTBO PACCESHHBIX CPEAHE- M KPYMHOIY3bIPYaTBIX
xpunoB. ToHsl cepaua yucTele, purMuuHble. IIpu mo-
BEPXHOCTHO# MaNbIAIMK )KUBOT MATKHIA, 6e30051e3HeH-
uelid. [ledens BeicTymaeT Ha lcM m3-mox Kkpast pebep-
Ho#t nyru. Cesne3énka He nanpnupyercs. Ctyi odpopm-
JICHHBIH, OZIUH Pa3 B 1eHb. JIU3ypUU€ECKUX SABJICHUHI HET.

[Ipu mpoBeneHNH KOOPAWHALMOHHBIX NPOO BHI-
SIBIICHa HEYCTOMYHMBOCTH B o3¢ Pombepra, Hapyme-
HHE KOOPAMHAIWHM ABM)XCHHUH NIPHU BBHINOJHEHUHU

MaJbLIEHOCOBOHM MPOOHI.

JanHble 00IIero KIMHHUYECKOTO aHalu3a KpOBU
MOKa3ajIn KojieOaHusl COAEpIKaHMsl SPUTPOLIUTOB U Ie-
MOIJIOOMHA C SIBJICHUSIMU aHEMHUH JIETKOH CTENEHH, a
TaKxke Hanumuue Jumoonennu. [Ipy nmMMyHonOrHYec-
KOM Hccie0BaHnH y 0016HOTO Y. OBUI BBISBICH Ae(U-
mut [gA u 1gG, ¢ HopManbHBIMU NOKa3aTensmu g M.
Onpenenenne cyOKI1accoB MMMYHOITIOOYIHMHOB G BBI-
sBuio cHukenue yposuen IgG , 1gG,, u IgG,. Kpo-
Me TOTr0, HCCIIEJOBaHNE DKCIpeccuy psia nuddepen-
LUPOBOYHBIX AHTUTCHOB MOHOHYKJICAPOB OTPEIeIIN-
JI0 CHM)KEHUE MpoUeHTHoro coaepxanus CD207,
CD3" u CD4", npu stom 3nauenne CD8* cooTBeT-
CTBOBAJIO HOPME.
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Tabnuua 1.
MokasaTtenu UMMYHHOIO CTaTyCca 6onbHoro Y.
MMyHOrnobynuHel P[PEEDTC
akcnpeccum CD (%)
G A M E 3+ 4+ 8+ 20+
(r/n) (Hr/mn)
3,68
Gl ] G2 | G| G4 | go7 | 062 2,5 60 | 20 | 20 | 7
27 | 04 | 043 0,15

Copepxanne C3, C4 KOMIIOHEHTOB KOMIUIEMEHTA,
B CBIBOPOTKE KPOBH TaKXKe€ ONPEEUIOCh B Mpeaenax
JIOITYCTHMBIX HOpPM. B GMOXMMUUYECKOM aHann3e KpOBU
05110 3aUKCPOBAHO MOBLIIIEHUE YPOBHEH (L -(peTor-
poteuna u CPb. YpoBeHb kopTH301a COOTBETCTBOBAI
Bo3pacTHOU HopMe. I1o pesynbTaram ynbTpa3ByKOBOIO
HCCIIEI0BaHMS TUMYCA — HXOIPU3HAKY TUMOIUIA3UU BH-
JIOYKOBOM JKeJIe3bl, JaHHBIX B MOJb3y OUArOBBIX H3Me-
HEHUH THMYycCa HET.

Bonsno#t Y. nmomydan 3aMeCTUTENBHYIO TEpAIuio
BHYTPUBEHHBIM UMMYHOIJIOOYJIMHOM, a TaKKe THOT-
POITHOE ¥ CUMIITOMaTH4ECKOE JIeYEHHE MO ITOBOLY 000-
cTpeHHst XpoHudeckoro oponxuta. Ha done nposoau-
MO Tepanuu COCTOSHUE MALUEHTA YIy4LIUJIOCh, OA-
HAKO IPOSIBICHUS aTaKCUYECKOTO CUHAPOMA U TEIEaH-
THAKTA3HUU CKJIEP COXPAHSIUCE.

Takum 0OpazoM, HamH BeIsIBIICH O0JibHO# Y. ¢ Ki1ac-
CHUECKOIt OpMOIi aTakcHu-TeNeaHrusKTa3uu. Bormpe-
KH OTCYTCTBHIO XapaKTEpHOIO CEMEHHOr0 aHaAMHE3a, B
LIEJIOM TeueHHe 3a00JIeBaHNsI HOCHIIO THITMYHBIA Xapak-
tep. Tak, nedroT Gosie3HN Mpou3oLIeN B BO3pacTe Of-
HOTO T0/1a, KOria ObUT INarHOCTUPOBAH aTaKCUYECKUi
cunzapoM. CkiepanbHas TeI€aHTUIKTa3Us, B CBOIO O4e-
penb, BIEpBbIE BO3HMKJIA B Bo3pacTe 2-x ner. Takas
JTUHAMUKA pa3BUTUsL A-T MOTHOCTBIO COOTBETCTBYET JIU-
TepaTypHBIM JaHHBIM OTHOCUTEIbHO TUITUYHOTO Havya-
JIa IPOSIBICHUH aTaKCUM Ha IEPBOM Toy sKu3HU [12], u
BO3HUKHOBEHUS TEIE€aHTMIKTa3U BO BPEMEHHOM IIPO-
MEXYTKe OT 2-X 10 8-mu et [12,13]. BaxxHo yka3ars,
YTO MOMHMO MMEIOLIUXCS Y JAaHHOTO OOJBHOIO Hapy-
LIEHUH B BUAIE YACTBIX MaI€HUH U HEyCTOMUUBOCTH TY-
JIOBMIIA, Y TAKUX MAlUEHTOB, KaK IPABUJIO, PA3BUBAET-
sl psi IPYTHX TaTOJIOTHYECKUX cocTostuuil. K Hanbo-
Jiee 4acThIM IPOSIBJICHUSIM HEHPOIUCTPOYHUECKHX ITPO-
ueccoB npu A-T KpoMe MO3IKEUKOBON aTaKCUM TaKKe
OTHOCHUTCSI OKYIOMOTOpPHAs alpakcHs, XOpPeoaTeTos,
TUMOKUHe3us, qu3aptpus [1,14].

JpyruMm BechbMa 3HAYUMBIM MPOSBICHUEM OMUCHI-
BaeMOY MATOJIOTHHU SIBIJIOCH HAJTMYUE y TPEICTABICH-
HOTO MAUEHTa IMMYHOAE(QUIUTHOTO cOCTOSTHUS. VM-
MyHoneuut peructpupyercs y 60-80% 60ibHBIX A-
T, ¥ HOCHUT, KaK MPaBHII0, KOMOMHUPOBAaHHBIN XapaKTep
[1,15]. IIpu aToM HauboEee YacTo (COOTBETCTBEHHO B
63-80% u 65% cmoydaeB) perucTpupyercs CHUKEHHUE
IgA n IgG, [1,15]. Belmeykaszannble HapymeHus ObLIH
3apeructpupoBansl u y 6omsHOoro Y. Kpome toro, y
JAHHOTO TAallMeHTa ONpPEeISUINCh HU3KME YPOBHU 00-
mero IgG, cybkmaccos IgG,, 1gG,. Cnenyer ckazars,
9TO ECIM CHIKEHNE cofteprkanus cyOkmacca I[gG, Mox-
HO pPAacIeHWBATh KaK JOCTAaTOYHO XapaKTEpHBIH Mpu-
3HaK, BcTpedatomuiics B 48% ciayuaes A-T [1], To cHu-
xkenne oomero [gGu IgG | HE THIIMYHO JUIs TaHHOH Tia-
tosiorud. Tak, B psane ucciaenoBanuii gepuut [gG BbI-
SABISUICS TONBKO ¥ 18% GONBHBIX, B TO BpeMs KakK CHH-
xenne IgG, Boobme He peructpuposanock [1]. Ocra-
€TCSl OTKPBITBIM BOIIPOC O YaCTOTE CHIKEHHUS YPOBHS
IgE. UmeroTcs cBeeHbst O TOM, YTO 3TH 3HAYEHUS CHU-
JKeHBI TpuMepHO y 23% marmenTos [1]. BaxHao oT™me-
TUTb, 4TO copepxkanue IgM B CHIBOPOTKE KPOBHU y pac-
CMaTpHUBaEMOTO OOTEHOTO HAXOIMIIOCH B IIpeeIax Hop-
MBI, 9TO, COIIACHO MAHHBIX psia MyOJMKamuii, OTHO-
CUTCS K THTUYHBIM TiposiBiernsmM A-T [1,15].

AHanm3upys MoKa3aTelN KJIETOYHOTO MMMYHHUTE-
Ta, CIENyeT OTMETUTh, YTO CHIDKEHHE YPOBHS MapKe-
poB B u T-Kkj€eTOK, 3aperucTpUpPOBAHHBIX Yy OOIHHOTO
Y., mocrarouno xapakrtepuo npu A-T [1,15]. Tak, mo
JaHHBIM HEKOTOPHIX aBTOPOB, CHHXXEHHBIC YPOBHU
CD207, CD4" u CDS8* ompenenstorcs B 75%, 69% u
51% cayqaeB coorBeTcTBeHHO [ 1]. Ilpn aTOM auaruoc-
THPOBAaHHAS Y HAOIIOMAEMOTO TAIUeHTa JTUMQPOTICHUS
BcTpedaercs y 71% GompHbIX A-T [1]. Cienyer otme-
TUTh HAJIMYUE CBEACHUN O TOM, UTO IIPU JAHHOH Maro-
JIOTHH MOXKET ONPEIENATHCS MHBEPCHUS COOTHOIICHUS
CD4/CD8, gero y 6onpHOT0 U. HE HabmI0MaI0CH. Bak-
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HO TIOMYEPKHYTh, YTO YNETPa3BYKOBOE HCCIECIOBAHNE
BHJIOYKOBOH JKENIE3Bl OIPEIENIHIO TUIIOIIIA3HI0 TUMY-
ca, 9TO TIOTHOCTHIO COOTBETCTBYET pe3ylbTaraM psa
HCCIIeIOBaHUH, B KOTOPBIX Ha ayTONICHU OONMBHBIX A-T
Y BCEX HCCIICIOBaHHBIX ONPEACIISIICS THIIOIUIA3NPOBaH-
HBIM TUMYC SMOproHaIpHOTO THMA [13,16].

Heo0xoanMo yka3arb, 9TO MO JAHHBIM OTAETHHBIX
aBTOPOB, XapaKTep HapylIeHU UMMyHHUTeTa TIpU A-T
BecbMa BapHalelieH, MOXET He KOpPEeIupoBaTh C Jac-
TOTOH, TSHKECTBIO W CIIEKTPOM IEPEHOCHMBIX MH(]EK-
Ui, 1, KaK IPaBUIO, HE IPOTPECCHPYET CO BPEeMEHEM
[1]. B Toxe Bpemsi, psia McCleA0BaHNN TTOTIEPKUBAIOT
CBSI3b MEXAY TSHKECTHIO MH(PEKINOHHBIX OCIIOKHEHUH
1 BEIp@KEeHHOCThI0 nMMyHOaeumTa [ 13]. Kpome Bee-
T0 MPOYeTo, MPUHINIHAIBEHO BAKHBIM SBISIETCS TOT
(hakT, 9TO ONMOPTYHUCTHUYECKHE HHPEKIIUN Y OOTBHBIX
¢ A-T xak npaBuiIo He pa3BuBaroTcs. Hanboee gacto
B KQUECTBE STHOJIOTUIECKOTO (DaKTOpa BBHICTYIACT pas-
mudHas 6akrepuanbHas Gopa u BUpYCHl. [lopaxkeHus
MHKOTHYECKOTO TeHe3a, B CBOIO OUepelb, HE XapaKTep-
HeI [13].

OO6pamaet Ha ce0s BHUMaHUE, YTO CPEIU BCEX MH-
(bexIuii, SBISIOMNUXCS BEIYIIIUM TIPOSBICHUEM UMMY-
HOIEe(PUIIUTHBIX cocTosTHUM TpU A-T, HanboJree 4acThI-
MU SIBIITIOTCSI CHHOTTyaAbMoHanbHbIe [1,13,17]. Ha ux
noito puxonutcs 80-83% MH(DEKIMOHHBIX OCIIOKHE-
HUM, Tpu 3ToM 52% COCTaBISAIOT XPOHUIECKHE OPOH-
XUTBI ¢ OpoHX0dKTa3amMu win 6e3 Hux [18]. [ToaTomy
Hajuyue y 001pHOTO Y. XpOHUYIECKOTO OPOHXHUTA U JITH-
30/10B THEBMOHHH B aHAMHE3€ ABJISAETCS THIIMIHBIM TIPH
aHalM3e paccMaTpuBaeMoi naronoruu. Hemb3s taxxe
HE OTMETHUTH, 9TO OPOHXOJIETOYHbIe HHMEKITNH TTPH A-
T MOTYT mpOTEKaTh JOCTATOYHO TSHKEIO, IPOTPECCH-
POBaTh C pa3BUTHEM JBIXaTEIFHON HEJOCTATOYHOCTH U
JIeTadbHBIM UcxogoM [19].

[Ipu manpHeWeM aHaM3e TEYCHUs 3a00JIeBaHUS
Y IaHHOTO MMAIlMEeHTA CIIEAYET OTMETHTH HAJTMYHE Y HETO
JI0OPOKAYECTBEHHOM OITyXOJU — TeMaHTHOMBI B 00J1ac-
TH MOIIOHKHU. J[aHHBIA QakT 0c000 MHTEpECEeH, TO-
CKOJIBKY COIYTCTBYIOIINE JOOPOKauYECTBEHHBIE OITyXO-
JIEBBIC MIPOLIECCH He TUMHYHEI pH A-T, B oTiIH4ane ot
37I0OKaYE€CTBEHHBIX. B THITMYHBIX CITydasx prCK BOSHUK-
HOBEHHS Pa3IUYHBIX OITyXoJei coctaBiseTr 10 38%
MAIMEeHTOB, TPH 3TOM Ha JOIIO JIEHKO30B W JHMM(OM
npuxonuTcs 85% Bcex 3I0KadYeCTBEHHBIX HEOIUIACTH-
YecKuX mpoueccoB. [IpuMedaTensHO, 4TO O TaHHBIM
ayTOIICHH y TaKUX OOJBHBIX HEXOMKKHHCKHE JTUMQO-
MBI OpUTH 00HapyX)eHBI Y 40% HCClIeTOBaHHBIX, a JeH-
ko35l 1 uMorpanyiemato’ y 20% u 10% cootBet-
crBeHHo [20,21]. THTEpeCHO OTMETUTH, YTO B CTPYK-
Type OITyXOJIEBOH MaTONOTHUH TaKKe NMEIOTCS HEKOTO-
pBIe Bo3pacTHbIe 0ocobeHHOCTH. Tak, neTH 6oiee Miai-
IIETO BO3pacTa UMEIOT TEHACHIUIO K Pa3BUTHIO OCTPO-
ro yuMorneiiko3a, B TO BpeMs KaK y CTapIINX Yarie
JIMarHOCTUPYIOTCS arpeccuBHbIE T-KJIETOYHBIC JIEHKO-
36l U B-kierounsie mum@omel. CrieayeT, 0OHaKO, CKa-
3aTh, YTO MPOIOJKUTEIBHOCTD KU3HH Y IETEeH ¢ KiIac-

OPAUTUHANBbHDBIE CTATbMHU

CHYeCKHMHA (pOopMaMU HEOIIACTUYECKHX MPOIIECCOB B
IIEJIOM BBIIIE, YeM y 0OJIBHBIX A-T ¢ HETUITMYHOH OITy-
XOJIEeBOM TaToJoTHel (pak SWYHHKA, paK MOJOYHOU
JKEJIe3bl, paK JKelynKa, MelaHoMa, JIEHOMHUOMEI B cap-
KOMBI KOTOPBIE JHATHOCTHPYIOTCS Y HEKOTOPBIX OOJIb-
veIX A-T) [22,23].

Juarao3 A-T y 6ossHOTO Y. Hamen cBoe moaTBep-
KJICHUE HAJMYHUEM IOBBIIMICHHOTO COAEp)KaHHE O -
(eTompoTenHa B CBIBOPOTKE KPOBH. BrImeyka3aHHbIC
HapymIeHHUs] PEeTUCTPUPYIOTCSA MPAKTUUECKH Y BCEX
60mpHBIX A-T [1]. Cpenu mpounx AHarHOCTUIECKY 3HA-
YIMBIX KpUTEpUEB 3a00JICBaHAS OTMEYAIOT CHIKECHUE
conep kaHus BHyTpukieTodHoro o6enka ATM [1,8], u
MTOBBIIICHHYIO PaIHOTYBCTBUTEIBHOCTD KYIBTYPHI KJIe-
TOK in vitro [24]. XpOMOCOMHBIH aHATN3 IPUMEHSIETCS
JUIs OOHapy>KeHUs TpaHCcIoKanui 7,14 map XxpoMocom,
a TEHEeTHYECKUI aHaJM3 IO3BOJISIET IWArHOCTHPOBATh
nedexr rera ATM [6,9]. K coxkanenuto, BeITIeTIepedmnc-
JICHHBIE METOIUKU JHATHOCTUKH OTHOCHTEIHHO 0OJb-
Horo Y. HE IPUMEHSITUCH, K MBI HE HIMEEM BO3MOXKHOC-
TH OLIEHUTH HAa3BaHHBIC KPUTEPHH.

BblBOAbI

1. Takum 00pa3oM, CHHIPOM aTaKCHH-TEIICAHTH-
9KTa3uX OBII JMArHOCTHPOBAH HA OCHOBAHMH THINY-
HOM KIIMHUYECKOW KapTHHEI, ¢ J1e0I0TOM 3a00JIeBaHus
B BO3pACTE OJHOTO IOfia B BUJIE ATAKCHYECKOTO CHHA-
poMa, TOSIBICHHEM B BO3pacTe 2-X JIE€T MEPBON CKIe-
pabHOM TENCaHT UIKTA3HH, YACTBIMH PELIHIUBUPYIOIIH-
MU CHHOITYJIbMOHAJIbHBIMH HH(EKIUAMH, TOATBEPXKIa-
SICh TAaKOKe TAHHBIMH JIa00PaTOPHBIX HCCIIEJOBaHNUH, 3a-
(DMKCUPOBABLINX: CHHKEHHE YPOBHEH CHIBOPOTOYHBIX
MMMYHOIIOOYIMHOB Kitacea A, cyOknaccos G, G, npu
HOpMaJIbHBIX MoKa3arensix 1gM; nmoHmxkeHue sKcrpec-
cun auddepeHunpoBouHbXx anturenoB CD20*, CD3*
n CD4", a Taxoke JTMM(OIECHUIO ¥ 3HAYUTEIILHOE OBBI-
LIEHHE YPOBHS O -()ETONPOTEHHA B CHIBOPOTKE KPOBH.

2. Teuenue 3aboneBanus y 6onbpHOTO Y. MMeno psn
HE TUIMYHBIX 0COOEHHOCTEH, K KOTOPBIM CJIEIIYEeT OTHE-
CTH OTCYTCTBHE CEMEHHOIO aHaMHe3a, BOSHUKHOBCHUE
TeMaHTMOMBI B 00JIACTH MOILIOHKH, @ TAKXKE CHIDKECHHE
ypoBHeii kak obmero IgG Tax u ero cyoknacca IgG .

3. CBezeHbst 10 JaHHOHM paboTe SIBISIFOTCS MTOKa3a-
TEJILHBIMH OTHOCHTENILHO XapaKTePHBIX KIMHUYECKUX
n J1abopaTtopHbIX NposiBieHuid cunapoma A-T, u npex-
CTaBISIIOT MHTEPEC, KaK JUIsS CIELHUAIICTOB IPAKTUKU
3PaBOOXPAHEHUs], TAK U JUIs HAyYHO-HCCIIEI0BATEIIbC-
KHX PaOOTHHKOB.

JINTEPATYPA

1. Immunodeficiency and infections in ataxia-
telangiectasia/ A. Nowak-Wegrzyn, T.O. Crawford, J.A.
Winkelstein [et al.]// J Pediatr. — 2004. — Vol.144. —
P.505-511.

2. Boder E. Ataxia-telangiectasia/ E. Boder, R.P.
Sedgwick// Psychiatr Neurol Med Psychol Beitr. — 1970.
—Vol. 13-14. — P.8-16.

3. Woods C.G. Unusual features in the inheritance

149



2013, Tom 16, Nel, u.3 (61) TABPUUYECKHUHU MEJUKO-BUOJOINYECKHNHU BECTHHUK

of ataxia- telangiectasia/ C.G. Woods, S.E. Bundey, AMR
Taylor// Hum Genet. — 1990. — Vol. 84. — P.555-562.

4. Localization of an ataxia-telangiectasia gene to
chromosome 11g22-23/R.A. Gatti, I. Berkel, E. Boder
[et al.] // Nature. — 1988. — Vol. 336. — P.557-580.

5. A single ataxia-telangiectasia gene with a product
similar to PL-3 kinase/ K. Savitsky, A. Bar-Shira, S. Gilad
[et al.] // Science. — 1995. — Vol. 268. — P.1749-1753.

6. ATM mutations on distinct SNP and STR
haplotypes in ataxia-telangiectasia patients of differing
ethnicities reveal ancestral founder effects/ C Campbell,
M. Mitui, L. Eng [et al.]// Hum Mutat. — 2003. — Vol.21.
—P. 80-85.

7. Residual ataxia telangiectasia mutated protein
function in cells from ataxia telangiectasia patients, with
5762ins137 and 7271 T—>G mutations, showing a less
severe phenotype/ G.S. Stewart, J.I. Last, T. Stankovic [et
al.]// J Biol Chem. — 2001. — Vol.276. — P.30133-30141.

8. Improved diagnostic testing for ataxia-
telangiectasia by immunoblotting of nuclear lysates for
ATM protein expression/ H.H. Chun, X. Sun, S.A Nahas
[et al.]// Mol Genet Metab. —2003. — Vol.80. — P.437-43.

9. Taylor A.M. Malignancy. DNA damage and
chromosomal aberrations in ataxia-telangiectasia/
A.M.Taylor, M.J. Edwards// IARC Sci Publ. — 1982. —
Vol. — 39. - P. 119-126.

10.Dork T. Slow progression of ataxia-telangiectasia
with double missense and in frame splice mutations/ T.
Dork, R. Bendix-Waltes, R.D. Wegner, M. Stumm// Am
J Med Genet. — 2004. — Vol.126A. — P.272-277.

11. Survival probability in ataxia Telangiectasia/
T.O. Crawford, R. Skolasky, R. Fernandez [et al.]// Arch
Dis Child. —2006. — Vol.91. - P.610-611.

12. Boder E. Ataxia-telangiectasia: an overview /
E. Boder// NY Alan R. Liss Kroc Foundation Series. —
1985. - Vol. 19. — P.1-63.

13. McFarlin D.E. Ataxia-telangiectasia/ D.E.
McFarlin, W Strober, T.A. Waldmann// Medicine. —
1972. - Vol. 51. — P.281-314.

14. Purkinje cells in posterior cerebellar vermis
encode motion in an inertial reference frame/ T.A.
Yakusheva, A.G. Shaikh, A.M. [et al.]// Green Neuron.
—2007. — Vol.54. — P.973-985.

15. Intact T cell responses in ataxia telangiectasia.
F. Pashankar , V. Singhal, I. Akabogu [et al.]/ Clin
Immunol. — 2006. — Vol.120. — P.156-162.

16. Boder E. Ataxia-telangiectasia. A familial
syndrome of progressive cerebellar ataxia,
oculocutaneous telangiectasia and frecuent pulmonary
infection. A preliminary report on 7 children, an autopsy,
and a case history/ E. Boder, R.P. Sedgwick// Univ S
Calif Med Bull. — 1957. — Vol. 9. — P.15-28.

17.Andrews B.F. A syndrome of ataxia,
oculocutaneous telangiectasia, and sinopulmonary
infection/ B.F. Andrews, F.M. Kopack, O.C. Bruton //
US Armed Forces Med J. — 1960. — Vol. 11.-P.587-593.

18. Waldmann T.A. Immunological abnormalities in
ataxia-telangiectasia. A Cellular and Molecular Link
Between Cancer Neuropathology and Immune
Deficiency/T.A.Waldmann // N.Y.: Wiley. — 1982.
- P.37-51.

19. Sedgwick R.P. Ataxia-telangiectasia (208900;
208910; 208920). Hereditary Neurolpathies and
Spinocerebellar Atrophies/ R.P. Sedgwick, E. Boder//
Amsterdam: Elsevier Science. — 1991. —P. —347-423.

20. Spector B.D. Epidemiology of cancer in ataxia-
telangiectasia. Ataxia-telangiectasia/ B.D.Spector, A.H.
Filipovich, G.S. Perry III// Chichester: Wiley. — 1982.
—P.103.

21. Hecht F. Cancer in ataxia-telangiectasia patients/
F. Hecht, B.K. Hecht// Cancer Genet Cytogenet. — 1990.
—Vol. 46. — P.9-19.

22. Functional and computational assessment of
missense variants in the ATM gene: mutations with
increased cancer risk/ M. Mitui, S.A. Nahas, L.T. Du [et
al.]// Hum Mutat. —2009. — Vol.30. — P.12-21.

23. Australian Cancer Study; Rare, evolutionarily
unlikely missense substitutions in ATM confer increased
risk of breast cancer/ S.V. Tavtigian, P.J. Oefner, D.
Babikyan [et al.]// Am J Hum Genet.—2009.—Vol.85.—
P.427-446.

24. Early diagnosis of ataxia-telangiectasia
using radiosensitivity testing/ X. Sun, S.G. Becker-
Catania, H.H. Chun [et al.]// J Pediatr. — 2002. —
Vol.140. — P.724-731.

150



