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BBEJAEHUNE

CunnopoMm Hu-/IKopmku SIBASIETCS TEPBUYHBIM
nmmyHoaeduuntoM u3 rpynnsl CATCH 22. CuH-
npombl CATCH 22 (Cardiac defects, Abnormal fa-
cies, Thymic hypoplasia, Cleft palate, Hypocalcemia,
del 22) —3aboneBaHMs, CBI3aHHBIE C XPOMOCOMHBI-
MU aHOMAaJIUSIMU, 3aTParuBaoIINMU 22 XpOMOCOMY,
W IPOSIBIISIIONIMECS BPOXKISHHBIMU ITOPOKAMU pa3-
Butusi. HauboJsee yacto rpu 3TUX 3a00J1eBAaHUSIX Ha-

omogaercs aeaenus paioda ql1.2 nauHHOrO 1UIeya
22 XpOMOCOMBbI, BO3MOXKHbBI TPAHCIOKALIMU MEXIY
ygactkamu 21 1 22 XpoMOCOM, TpaHCIOKanu 22p
Ha 22q [1]. @enotun cuaapoma Au JI>KopmKu TaksKke
BBISIBJISIETCS Y O0OJIBHBIX € aeiereit 10p13-14, anko-
rojibHOM u apyrux deronarusix. Yacrora CATCH-
cuHapoMoB coctasisier 1:3000—6000 [2]. [Tomumo
cunapoma JIu Ixxopmxu, B rpynny CATCH Bxondr:
CUHIPOM KOHOTPYHKAJbHBIX U JIMLIEBbIX aHOMAJTUMI
U BenokapauodanuaibHbii cuHapoM. [Ipu koHO-
TPYHKAJIbHOM U BeJIoOKapAnoganruaaIbHOM CHUHIPO-
Max MMMYHOJIOTUYECKUE HApYIICHUS] OTCYTCTBYIOT
WJIY c1a00 BBIpaKeHsI [1].

Kimanyeckmnmu posiBieHUSIMU cuHapoMa u-
J>KopmKu SIBIISIFOTCS: IOPOKM CepAlia M KPYITHBIX
COCYIOB, TUIMOIUIa3Usl MapallMTOBUIHBIX KeJle3,
nedUIUT ImapaTropMoOHa, TUITOKAJIbIUEMUS, CYI0-
poTH, atuIa3us ¥ TUIIOILIA3UsI TUMYCa, UMMYHOJIO-
rudeckue HapyueHus, nedpunut CTI', anomanuu
JIMIIEBOIO CKeJjieTa, CTPOEHUSI TOpTaHM, TJIOTKMH,
Tpaxeu, BHYTPEHHETO yxa, II1IIeBoaa, 3y0OB, I10-
poku pa3Butus nodek, aHomanuu KKT u HHC,
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3aJiepKKa peyeBOro U MOTOPHOI'O Pa3BUTUSI, CUH-
JIPOM TUMNIEPaKTUBHOCTH, Imn3odpeHus |3, 4, 5].

IIpu cunapome Au-IXKOpJIKM UMMYHOJIOTAYE-
cKue nedeKTH BapbUPYIOT OT IIOJTHOM arjIa3uu TH-
Myca C TSKeJbIM MH(MEKILIMOHHBIM CUHAPOMOM 10
MpaKTUYeCKN HOpMaTbHOM (PYHKIIMY UMMYHHOM CH-
creMbl. [1py Hanmumm BeIpaKeHHOTo T-KJIeTOYHOTO
JneuLMTa BO3MOXHBI ayTOUMMYHHbIE M OHKOJIOTH-
yeckue 3aboseBaHus. [Ipy BoBIeUeHUM UMMYHHOI
CHUCTEMBI Yallle HabJII0IaeTcsi CHUXKEHHME KOJIMYeCTBa
T-numdpounToB u ux npoaudepaTuBHON aKTUBHO-
ctu. KoanuectBo B-n1uM@ouuTOB U HATypaabHbIX
KWJJIEPOB 0OBIYHO B HOpMe. KoHIIeHTpall1s ChIBO-
potouHbix Ig yaiie HopMaibHasA, HO y HEKOTOPHIX
0O0JIbHBIX HAOJIOIAETCS CeJIEKTUBHBIN aeuumT IgA,
TUIIO- WY araMmariooynudemus [1].

Ieanto HacTosIIel paOOTHI SIBUJIOCHh KIMHUYE-
CKO€, MOJIEKYJISIPHO-OMOJIOTMYeCKOe M UMMYHOJIO-
ruueckoe oociaea0BaHKe TPYIIIIbI MALUEHTOB C CUH-
npomoM Ju-JIxkopmxku.

MATEPHUAJIBI U METO/IbI

O6cnenoBaHbl 37 MAIMEHTOB ¢ CUHApPOMOM [u
Hxopmxku B Bo3pacte oT 1 Mec. mo 36 net. Bee na-
LMEHTHI HAOIIOJAOTCS B OTAEJIEHUN KIIMHUYECKOM
nmmyHonorun I'AY3 CO «O6nactHast geTckas
kmmHndeckas 6onpHUIa» (OJIKDB). IMpoBomuics
cOOp aHaMHe3a, B TOM YHCJIE — CEMEWHOT0, OCMOTP
MalMeHTOB.

MonexynsipHO-TeHETUUECKIE MCCIIeIOBaHUS
MPOBOOWIN B JIAOOPATOPUM MOJCKYJISIDHOI mua-
rHoctuku I'bBY3 CO KiunmHMKO-AUAarHOCTUYECKUN
HeHTp «OxpaHa 310pOBbsl MaTepU U pebeHKa». ['e-
HoMmHyo JJHK u3 cyxux nsgreH KpoBU U 0Opa3lioB
LeJIbHOW KPOBU BBIACIISIIA aBTOMAaTHYSCKIM Me-
tonoM Ha ctaHuuu MagNa Pure LC2.0 (Roche,
CIIA). B paboTte ncroib30Baii KOMMEPYECKU I
Habop MagNa Pure LC DNA Isolation Kit I (Roche,
CIIA) u npotokou BeineseHuss DNA 1 Blood Cells
High Performance protocol. O6beM 00pa3LioB s
skcerpakiuu JHK coctaBun 200 MKa 1eabHOM
KPOBM, B3ITOU B BaKyyMHble NpoOupku (Sarstedt,
I'epmanus) ¢ K3-DJATA unu 2 craHAapTHBIX CYy-
XUX MITHA KPOBU C (DUJIBTPOBATBbHOM KapTOUYKH,
KOTOpBI€ BHIOMBAJIMCh B MPOOUPKY «DHIeHaopd»
PYYHBIM TIPOOOMHUKOM. AHAIN3 KPUTHUIECKOTO
yuactka 22ql1 xpoMocombl 22 y AeTell ¢ oao3pe-
HueM Ha cuHapoM Ju /I>Kopaxku npoBOAMIN METO-
IIOM MYJIbTUIUIEKCHOM JIMTa3HOM aMINTM(PUKALINN
npod6 (MLPA). Mcnonb3oBaH KOMMepPUYECKUl Ha-
6op SALSA MLPA probemix P250-B2 DiGeorge
(MRC-Holland, The Netherlands), KoTopsIii co-
nepxuT 48 paznmuabix MLPA-30H10B, 29 13 KOTO-

H. A. llawnuna u op.

PBIXJIOKAJIM30BaHbI BXPOMOCOMHOM paiioHe 22q11.
AHanu3 o0pa3loB MPOBOAUIN COTJIaCHO MHCTPYK-
uuun dpupmel-npousBoautenss (MRC-Holland) Ha
reHeTMyeckoM aHanm3aTope Applied Biosystems
3500 (CIHA). ITonyyeHHbIe JaHHbIE 0OpabaThIiBa-
JIM ¢ TOMOIIbIO TIporpaMMHOro obecrieyeHust Cof-
falyser (MRC-Holland).

HMMMyHOIOrMYecKoe 00ciienoBaHNe ITPOBOIN-
JIOCh B KJIMHUKO-IUArHOCTUYECKOI JJabopaTopuu
OJIKB. KpoBb 3a0upanu B BaKyyMHBIE TTPOOUP-
ku (Sarstedt, 'epmanug) ¢ remapmuHoM. MeTogom
IIPOTOYHOM HUTOMETPUU Ha IPOTOUHOM LIUTOD-
moopuMeTpe Navios (Beckman Coulter, CIIA)
C MCIIOJIb30BAaHUEM MOHOKJIOHAJLHBIX aHTUTEN
(Beckman Coulter, CIIIA) mogcuuThIBagIm ooIIIee
kosmyecTBO T-mumMmpornuros (CD3"), koauuecTBo
T-xenmepoB (CD3*CD4%) m UIMTOTOKCUYECKUX
T-xnerok (CD3*CD8%), HaTypaJlbHBIX KUJIJIEPOB
(CD3-CD16/56%), B-mumdounton (CD19%). IToxn-
cyeT abCOIOTHOIO KOJIMYECTBA KJIETOK ITPOBOIMII-
cq ¢ mpuMeHeHneM cdeTHbIX yactul, Flow-Count
(Beckman Coulter, CIIIA). ITonydyeHHbIe TaHHBIE
00pabaThIBaJIM C TIOMOIIBIO IIPOrPaMMHOT0 0becIie-
yeHust Navios Software (Beckman Coulter, CI1IA).

PE3YJIbTATbI

B otrmeneHMM KIMHMYECKOM WMMYHOJIOTUU
OJKbB Habmomaercs 37 naldeHTOB C CUHAPOMOM
Jwn Ixopmxku, u3 HUX 34 pebeHka U 3 B3pOCIHBIX.
VY OGosblIMHCTBA AeTeil — 18 yenoBeK, IMarHo3 ObLI
IOCTaBJIeH B Bo3pacTe A0 6 Mec., y 11 meTeii — B BO3-
pacte ¢ 2 no 7 jer, y 8 malMEeHTOB—B BO3pacTe
9—16 Jiet, B3pOCJIbIC SIBJISIIOTCS POAMTEIIMU HAIIINX
nIeteit n ObUTM 00CIeoBaHbI B Bo3pacte 27—33 roma
(2 xxenmuHsbl, 1 myxunHa). Hamu Habmogatorcs
TPU CEMbU, TIPU 3TOM B IBYX U3 HUX I10 IBa peOeH-
Ka ¢ cuHapoMmoM Jdu [Ixopaku. Y Bcex B3pOCabIX
onpenesanch GEHOTUITMYESCKHIE MPU3HAKA CUH-
npoma u JIXKopmKu, HO TOJIBKO Y MY>XKYMHBI JUa-
THOCTUPOBAH BPOXKIEHHBIN MOPOK cep/lia.

IIpu MoJexyIsipHO-TeHeTUYECKOM 00cieqoBa-
HUM y 33 u3 34 nalyeHTOoB IeTCKOro Bo3pacTa ObLia
BbIsIBIIeHA MUKponeienys del22q11.2 (Tab6.1). Eme
B OTHOM CJIy4yae TMarHo3 ObUI OCHOBaH Ha COBOKYII-
HOCTH (DEHOTUITMYECKUX IIPOSIBJICHU 1 TOPOKOB
pPa3BUTHS: BPOXIECHHBIN TOPOK cepala, paciie-
JIMHA TBEPAOTO Heba W TPYAHOCTU B OOYYEHUMU.
Bo3pact BeisgBIeHUsT Mukpoaeneuuu del22qll.2
y netei BapsupoBai ot 0,5 Mec 1o 15 eT, MeaguaHa
Bo3pacTa coctaBuia 29,5 MecsaueB. B uccienona-
HUM BCTpeYaJUCh NallMeHThI, KOTOPBIM IPaBUJIb-
HBIN AUarHo3 ObLI YCTAHOBJICH €Il 10 POXKICHUS
(ceMmbsl OTKa3aJlach OT IIpeHaTaJIbHOM TMATHOCTH-
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KM), WU TOJIBKO Yepe3 HeCKOJIBKO JIET ITOCIe TIPo-
BEIEHHOIO TeHEeTHMYECKOro MCClIenoBaHUs (OTKa3
OT B3aUMOJIEHCTBUS ¢ Bpauamu). [1pu rmpoBeaeHUMN
TEHETUYECKOIO HCCJISHOBAaHMSI y POAUTENICi Iia-
nueHToB ¢ del22ql1.2 (n=13, 7 cemeii) y 3 B3poc-
JIBIX OOHAPY>KEHBI JeJdeluU B 00J1acTu peruoHa du
JKOpIKY, UIEHTUYHBIC IEJICLIMU, BBISIBICHHOM
Y UX JIETEH.

VYV 30 obGcinenoBaHHBIX AETEl OMArHOCTUPOBAH
BpOXIeHHBII nopok cepaua (Tao. 1), npenmyme-
CTBEHHO: TIepEephIB IyT'U aopThl, TeTpama Paso,
neeKT MEXCKeIIyIOUYKOBOM Meperopoaku, aeheKT
MEKIIpeaCepAHO TTIeperopoaku, y 22 neTeit mpone-
IIeHBl KOPPEeKTUPYIOLIKE orepauun. Y 4 nereit mo-
POKU cep/ilia U COCY/IOB He BbIsiBJIeHbl. CoueTaHue
BPOXIEHHOIO MOPOKa Cepala ¢ IpyruMu nopoka-
MU JuarHoctupoBaHo y 12 nereit (Ta6.1). B 6omb-
ILIMHCTBE ciayyaeB (5 aereii),—3TO MOPOKU OMOp-
HO-JIBUTATEJIbHOIO amiiapaTa B BUIE BPOXIESHHOI
KOCOJIAIIOCTH, CEePIIOBUIHON AedopMalli CTOII,
cudaaktuiauu. Ilopoku pa3BuTHSI MOYEeK B BUIE
TUTOIUIA3UU U TUCTONUM MOYEK, TUTIOCIIAINN BbI-
SIBJICHBI Y 4 MALIMEHTOB, IIOPOK Pa3BUTUS TOJIOBHO-
ro Mmosra — y 1 pebeHka, TpaxeoMasims TJIaBHOTO
OpoHxa — y | manueHTa.
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V Bcex aereil oTMevacs JULEBO AUcMOphUu3M
(Ta6.1) — MOHTONOMIOHBIN pa3pe3 a3, MUpoKas
MePEHOCUIIAa, HU3KOOCAXKEHHBIE YIIIN, MUKPOTHO-
. [lopaxkeHre HOCOTJIOTOYHOTO aIlraparta BhIsiB-
JieHO y 13 O0AbHBIX, U3 HUX paclleIMHbI TBEPAOTO
1 MSITKOTO Heba y 7 4eJI0BeK, TYTOYXOCTh y 6 IeTeil.
V nereii mManiuero Bo3pacTta B OOJbIIEH CTereHu
ObL1a BhIpaXkeHa 3adepxkkKa (PU3MUECKOro U pede-
BOTO Pa3BUTHSI.

V Bcex nmeTeil ObUIM BBISIBIICHBI IIPU3HAKI HApPY-
LIeHUsT TTPOTUBOMHGEKIMOHHOM 3ammThl (Tao. 1):
HaOJIIOOaINCh OCTPhIE ¥ XPOHUUECKME IPOLECCH
BUPYCHO-0aKTepHUaJbHONM 3TUOJOTUM Pa3IUYHOI
JIoKanm3aunu. ['eHepann3oBaHHbBIE OaKTepHraIbHbIC
MH(PEKIMU ObUIM XapaKTepHbI IJIs1 AeTeil paHHEero
BO3pacTa B IIOCJICOICPAIMOHHOM IIepuoOae KOp-
PEeKLMU BPOXIEHHOIO IOpoKa cepilia, Ipu 3TOM
TpeboBaJloch Ha3zHaueHUE aHTUOAKTepUalbHOI,
HPOTUBOIrPUOKOBOM U UMMYHOTPOITHOIM TEepanuu.
V nereit no 3-X €T Beaylee MeCTO B CTPYKTYpE 3a-
0oJIeBaeMOCTH 3aHUMAaJIM 3a00JIeBaHUST pecrupa-
TOPHOTO TpaKTa B BUAE ITOBTOPHBIX ITHEBMOHMUIA,
PeUMAUBUPYIOMINX OPOHXUTOB, PUHOCUHYCHUTOB.
Jetn 1IKOJBbHOTO Bo3pacTa 0oJieJid PeIKUMU pe-
CIIMPATOPHBIMU BUPYCHBIMU WMHQMEKIUSIMH, KaK

Taomua 1. KiuHUKO-IMarHocTuueckue rmapaMmeTpsl y neteit ¢ cuHapomoM Ju Jxkopmxku (n=34)

HccnenoBaHHBIN TTapaMeTp KommuectBo neteit %
C TaHHBIM TTPU3HAKOM
Hanuuue BpoxxaeHHOTo ITopoKa cepala 30 88
CoueTaHMe BPOXKIEHHOTO MOPOKA CepAlla ¢ IPyrMMU ITOPOKaMU 12 35
JIuuesoit nucMophusm 34 100
ITopaxkeHune HOCOIJIOTOYHOTIO armnapara 13 38
Hapymenust npoTuBoMHGEKINOHHON 3aIlIUThI 34 100
T'unokanbLEMUST 26
JleTajqbHBIN UCXO, 4 12
Hammuue mukponeneunu del22ql1.2 33 97
CHixeHue abcoroTHOro kojaudectna T-mumporuron (CD3™) mo cpaBHEHUIO 73 68
C BO3pacTHOII HopMoii [11]
CHukeHue abconoTHoro koiandectBa T-xennepos (CD3*CD4%) no cpaBHeHUIO ” 65
C Bo3pacTHOI HopMoii [11]
CHuXeHue abCOIFOTHOTO KOJIMYeCcTBa [UToToKcuueckux T-kirerok (CD3*CD8™) 20 59
110 CpaBHEHMIO C BO3pacTHOI HOpMoit [11]
CHMXeHre abCOMIOTHOTO KOJIMYeCTBa HATypaJbHBIX KuiutepoB (CD3-CD16/56%) 5 15
110 CPaBHEHUIO C BO3pacTHOI HOpMoOit [11]
CHuxeHue abCcoMoTHOro Kojanuectsa B-mumgornuros (CD19%) nmo cpaBHeHUIO 9 2%
¢ BO3pacTHO# HopMoii [11]
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MpaBWIO, He TPEOOBABIINMHU Ha3HAYCHS aHTUOAK-
TepUaJTbHON Tepanuu. ['MmoKajabLMEeMusl AUarHo-
ctupoBaHa y 9 nereit (Tab. 1), mpu 3ToM cymoporu
OTMeYaJINCh Yy 3 meTeii. JleTaabHbBIC MCXOIbI KOHCTA-
TUPOBaHbI y 4 neteil: y 3 nerteil B paHHEM BO3pacTe
OT reHepaIM30BaHHOIO MH(EKIIMOHHOTO IIpollecca,
y 1 pebeHKa — OT rTUMOKAJIbLIIEMIYECKOTO KpH3a.

[Tpu orieHKe cyOMOMYISIIMOHHOTO COCTAaBa JINM-
¢ouuToB nepudeprudeckoil KpoBu, CHUKEeHUE ad-
COJIIOTHOTO KojuuecTBa T-kiieTok, T-xenmeposn
M IUTOTOKCHIECKNX T-KIETOK HAOII0OAIOCh Y IBYX
TpeTeit obciemoBaHHOl Trpynmbl gereir (Tab.1).
CHukeHue KoJimdecTBa B-nmuM@ouuToB M HaTy-
PaJIbHBIX KWJJIEPOB BBISIBIISIOCH pexe: nuib y 20%
¥ 15% 607bHBIX, COOTBETCTBEHHO. [1pu 3TOM, Hau-
OoJibllice YMCJIO HAPYIIEHW YUCIEHHOCTH CyOImo-
nyasiuii 1MM@ouTOB 3a(UKCUPOBAHO Yy AeTelt
B Bo3pacTe 10 1 roma.

OBCYXIEHHUE

B 11e710M, MOXXHO OTMETHUTB, YTO Y BCEX 00CIIEI0-
BaHHBIX HAMMU TMalIUEHTOB KJIMHUYECKUE TTPOSIBJICHUS
3a00JIeBaHMs YKJIaIBIBAIMCh B KJIACCUYECKUI CUMIT-
TOMOKOMILIEKC cuHapoma Hu Hxopmxu [3,4,5].
HanbGonee yacTeiMy NpU3HAKaMU OBLIM JIMLIEBOM
IucMop@dU3M U HapyILIeHUs MPOTUBOMH(PEKIINOH-
HOI 3aIlIUThI, KOTOPbIe HAOIOMAINChH Yy BCEX ITalli-
E€HTOB JETCKOTo Bo3pacTa. OauH 13 00C/IeT0BaHHBIX
nereit He umen aeneuu 22ql1.2, ogHako (heHOTUII
cunapoMa Hu [XOpaxud MOTrYyT UMeTb OOJbHbIE
¢ nenenusmu 10p13, 18q21.33, 4921.3-g25 [6].

VYV nopapisolero O00JbLIMHCTBA 00CIEI0BAH-
HBIX HaMM JeTeil BBISIBIEHbBI BPOXIEHHbIE ITOPOKU
cepaua. CuuTaeTcs, 9YTO JaHHAsI HaTOJIOIUs SIBIISI-
€TCSI OCHOBHO# NMPUYMHON CMEPTHOCTU IIPU CUH-
npomax aeneunu 22ql11.2 [7]. OnHako, cpenu getei
B HaO/I10a€MOI HaMU TPYIINe B Ka4eCTBE IIPUINH
JICTAIbHOCTU BBICTYIIMIN WHQPEKIIMOHHBIM CUH-
JIPOM W DJIEKTPOJIMTHBIE HapylieHus. Ilpu stom,
OoJiee ABYX TpeTeit aeTeli ¢ TopoKaMu cepalia ObLIu
MIPOOIIEPUPOBAHBI. DTO CBUAETEIBCTBYET O CBOEB-
PEeMEHHO TMarHOCTUKE M KOPPEKIINK JaHHOM T1a-
TOJIOTHM.

VY nereii miaaliero Bo3pacTta B 00CieJOBaHHOM
HaMU TpymIie 0oJiee SIpKO IPOSIBISIIIACH 3adepKKa
(pU3MIECKOro M peyeBOTO pa3BUTHSI, UeM y OoJee
crapimiux netreit. KOrHUTUBHBIE HapyllleHUs, 3a-
JepKKa IICUXUIECKOTO Pa3BUTHS U, KaK CJIEICTBUE,
TPYOIHOCTHA B OOYYCHUH YaCTO ONPEALIISIIOTCS Y e~
Tel LIKOJBLHOIO Bo3pacTta ¢ cuHapoMoM Ju JIxxop-
mxu [8,9].

st cuaapoma u J>Kopmxu XxapaKTepHO CHU-
XKeHMe Kak obuiero kojuuectsa T-muM@OLIUTOB,

H. A. llawnuna u op.

TaK ¥ uX cyonormynstiuii: T-XeJlmnepoB U MUTOTOK-
cuyeckux T-KJIeTok, B OOJbIIel cTeneHu 3T U3-
MEHEHMS 3aTparuBaioT HanBHbBIE TMM@onuTsI [10].
V nByX TpeTeil 00CIeI0BaHHON HaMM TPYIIIIbI Ha-
0J1I0JaI0Ch CHUXKEHUE YMCIEHHOCTU BbIILIETepe-
YUCJIEHHBIX KJIETOK 10 CPaBHEHMIO C BO3PaCTHOM
Hopwmoii [11]. CanTaercs, 9T0 y O0JTBHBIX C peIyl-
poBaHHBIM KonuecTBOM T-numdporuros u T-xen-
IIEPOB MOBBIIIEH PUCK Pa3BUTUSI ayTOMMMYHHBIX
3aboneBanuii [12]. OmHako y o0ciaenoBaHHBIX HAMU
MMaIleHTOB ayTOMMMYHHBIE ITPOSIBJICHUST OTCYTCTBO-
Baiu. KonuyectBo B-1uMdOLMTOB ObLIO CHUXKEHO
TOJIBKO Y YETBEPTU OOJIbHBIX, HATypaJIbHbBIX KUJLIE-
poB—Yy 15% nauuenToB. [1o utepaTypHbIM TaHHBIM,
YHCJICHHOCTD MOCJICIHMX ABYX ITOITYJISILIVIA TIPY CUH-
npome [ JI>Kop/Ku Jalle coxpaHsieTcsl B mpeaesax
BO3pACTHBIX HOPMATUBHBIX 3HAYeHMI [1].

Takum oOpa3oM, YYUTHIBasI IIUPOKYIO IeTepo-
TeHHOCTh HaOJTIOIaeMbIX KITMHNYECKUX TIPOSIBIICHUI
cuHapoma du JIXKopmKu, IIpeAcTaBiIsIeTcsT BasKHBIM
JalbHelIlee HaKOIUIeHUe 3HaHUI O JaHHOM 3a00-
JIeBaHUM, C LIEJIbI0 ero 0ojiee paHHEro paclio3Ha-
BaHWUS Y TTAIIUEHTOB C «MSITKUM» (peHoTHUTIOM. [1pnm
3TOM BO3pacTaeT poJib cOOpa CEMEMHOro aHaMHe3a
1 CBOEBPEMEHHOTO MPOBEICHUST MOJIEKYJISIDHO-Te-
HETUYEeCKOM BepudUKaALIMM, a TaKKe paHHEro Ha-
3HAYCHMs TepaITnu IS CYIIECTBEHHOTO YIIyJIlIeHUS
KayecTBa XXM3HU U COLMAJIbHOM afarTaiyu Ianu-
€HTOB ¢ cuHaApoMoM Ju xKopmxu.
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CLINICAL-LABORATORY CHARACTERISTIC OF PATIENTS
WITH SYNDROME DIGEORGE
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Cases of children (n=34) and adults (n=3) with DiGeorge syndrome were investigated. In 33 of 34
children 22q11.2 deletion was revealed. In 30 children a cardiac malformation was diagnosed, in 12 cas-
es—in combination with other congenital malformations, all children had face dysmorphisms. Young
children had more severe physical and speech development delay. All children showed signs of anti-
infectious protection disorders: acute and chronic viral and bacterial infections of different localization.
Lethal outcomes were observed in four children: three of them —because of sepsis, one —because of hy-
pocalcemic crisis. The decreased level of the T-cells, T-helpers and cytotoxic T-cells absolute count in
peripheral blood was observed in 59—68% of children. The decreased count of B-lymphocytes and natu-
ral killers was detected less frequently: in 26% and 15% of patients, respectively.

Key words: primary immunodeficiency, syndrome DiGeorge, chromosomal anomalies, T-lymphocytes
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