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Pe3iome. MoTuBaLIMeil UCCAEAOBAHUS OCTYXIIa YHUKAIbHAsI CUTyallsl, KOrIa B OQHOI ceMbe ObLIO BbI-
SIBJICHO TPU cirydast cuHApoMa Jdu JIxKopaKu, B TOM 4Kciie 0BT 0OHApYXKEH reHeTUIeCKUI 1eeKT y MaTepHu,
Yy KOTOpOU (peHOTUNMNYECKUX MPOSBICHUI CUHApOMA Aeelur 22 XpOMOCOMbBI paHee BBISIBAEHO He ObLIO.
Llenpio MccaemoBaHUs CTal aHAIN3 (DEHOTUITMYSCKUX MaHM(peCTaluil Y WICHOB 3TO CEMBU C CUHIPOMOM
neneuuu 22ql1.2. b1 npoBeaeH KIMHUYECKUI aHaau3 00Jie3HU, aHaMHe3a XXU3HU U TeHealoruu, ObLInu
MPOBeEHHI O0IIMe KIMHUYECKHE U OMOXUMUYECKHE UCCAEA0BAHMS, CeIaHbl UMMYHOTpaMMbl, Y3U Tumy-
ca, IIUTOBUIHOM 3KeJIe3bl, Cepala U OPraHOB OPIOITHOM MOJOCTU. BBISIBIEHO, YTO KIMHUYECKUE TPOSIBIIC-
HUSL Yy BCEX TPEX YeJIOBEK M3 CEMbU Pa3IMYHbI [IPY OMHOM M TOM XK€ TeHETUYECKOM JedeKTe.
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Abstract. The work represents a family which includes two siblings with chromosome 22q11.2 deletion
syndrome. Their mother carries the same chromosome anomaly, but with apparently normal phenotype.
Hence, this interesting case of 22q11.2 deletion syndrome exists in 2 generations of the same family. The aim
of this study was analysis of phenotypic manifestations in the family members with 22q11.2 deletion syndrome.
Clinical examination of the patients, their life story and pedigree and, along with routine clinical and
biochemical analysis, and immune state testing, along with ultrasound imaging of thymus and thyroid glands,
heart and abdominal cavity. We made conclusions that the phenotypic features associated with chromosome
22q11.2 deletion may be different for distinct family members. Further studies are required to determine length
of deleted segment and the genes affected, as well as to establish the genotype-phenotype interactions and
disease prognosis.
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BeeneHue

CunapoM ageneuuu 22 XxpoMocoMbl (chromosome
22ql1.2 deletion syndrome) — 3TO reteporeHHasi
rpymnna OoJie3Hel, s KOTOPOro xapakTepHa Ba-
puabeabHOCTh  (PEHOTUNMMYECKUX  IIPOSIBJICHUIA.
Kak u nmpu Opyrux MUKpPOAEJIEHMOHHBIX CUHAPO-
Max, Tpu cuHapome aeneuuu 22qll ormevaeTrcs
KIIMHUYECKUI TToTMMOophU3M ¢ TIpeodiafaHueM Ta-
KUX TIPU3HAKOB, KaK BPOXIEHHBIE MOPOKU Cepilia
M MarucTpaJibHBIX COCYIOB, JIMIIEBbIE AU3MOpPdUM,
nedopMan TBEPAOTO U MSITKOTO Heba, Hegopas-
BUTHE TUMYcCa, OTCTaBaHUE B (DU3UYECKOM pa3BU-
TUU, CHUXEHUE MoKa3aTeJeil MacChl U pocTa, 3a-
Jlep>XKa TICUXOMOTOPHOTO Pa3BUTHSI, TUIIOTUIA3US
NapallluTOBUAHBIX KeJie3, TUITOKAJIbIIIeMUS, Hapy-
1IeHust uMMyHuTeTa [9, 13].

CornacHoO JTUTepaTypHBIM TaHHBIM, CHHIPOM ¢~
nemmu 22q11.2 Bcrpevaercst ¢ yactoroit 1 Ha 3000-
6000 >xmBopoxnmeHHblx [11, 17], mHorma dacrora
CUHAPOMA B HEKOTOPHIX ITOITYJISIIIMSX BBIIIE X MOXET
mocturars 1 Ha 1000 [7, 12, 16], mopazkaeT o6a moja
OOWHAKOBO, HACJIEAYETCSI IT0 ayTOCOMHO-TOMHHAHT-
HoMy Tuiy. Okoio 93% nalLueHTOB UMEIOT Aeie-
LI1I0, BOZHUKIIYIO de novo, 1 TOJIbKO 7% NalyeHTOB
HacJIeoyIoT ee oT poauTteneii [3, 4, 10].

CunapoMm aenenuu 22 XpoMOCOMbI HauboJiee ya-
CTO IMArHOCTUPYETCS B paHHEM JIETCTBE IleauaTpa-
MU KakK BpOXIeHHOe 3a0ojieBaHUE, BBISIBJICHUE €ro
BIIEPBbIE BO B3POCJIOM BO3pacTe MPOMCXOMUT Kpaii-
He penko. B uTepaType onurcaHo BCEro HECKOJbKO
cllyyaeB BBISBJIIEHUSI CUHApoMma neaeuuu 22ql1.2
y B3pOCHBIX [2, 5, 6, 14]. DTO MOXET OBITH CJIEACTBU-
€M HU3KOM HACTOPOKEHHOCTH Bpaueil pas3TnuaIHbBIX
CcnenUagIbHOCTEN K 9TOMY CUHIPOMY, a TAK>Ke BCIIEI -
CTBHE BBICOKOTO pa3HooOpa3usi ero (heHOTHUIUYe-
CKOI1 MaHUECTAIIH Y HATMYUS JIETKUX (POpM.

st TeHeTM4YecKoil WaeHTUDUKAIUST MUKPOJIE-
Jeuuu ydactka 22ql1.2 Mbl MCMOJB30BaJIM METOJ,
MLPA, KoTOpBIii UMeeT psif MPEUMYIIECTB Tepen
npyrumu metonamu [1, 8, 15].

MBI mpemjaraeM ONWCAaHHME CEMEMHOTO Cirydast
BBHISIBJICHUSI TPEX ITAllMCHTOB B OOHOM CeMbe C CHH-
npoMoM nenennu 22q11.2, HaOMIOTABIINXCS Y XKUTE -
JIeil YpaJIbCKOTO peruoHa.

Matepuans! v MeToapb!

IMon HamuM HabOAeHUEM HaxoauTcs ceMbst K.,
B KOTOpOIi 2 pebeHKa U UX MaTh UMEIOT MUKpPOJeJie-
nuto B peruoHe 22ql1.2 xpomocomsi 22. ITpoBeneHa
OlleHKa KJIMHUYECKMX MPU3HAKOB O00Je3HU, aHAJIN3
aHaMHe3a 00JIE3HU U KU3HU, TeHeaJTOrMYeCKUX JaH-
HBIX Y YJIEHOB CEMbU C CUHApPOMOM aejeuunu 22q11.2.

TlpoBeneHsl 0OIIME OCMOTPBHI, OUOXMMUYECKUE
U HMMMYHOJIOTUYECKME MCCIIeNOBaHUs, YIbTpa3By-
KOBOE€ CKaHMPOBaHME Cepara, TUMyca, IIMTOBUIHOMN
JKeJIe3bl U OpTaHOB OPIOIIHON IOJIOCTH C UCTIOJb30-
BaHUEM cTarroHapHoro amraparta Vivid 7, General
Electric Medical Systems (USA).

IMoncuer cybkitaccoB TMMGpOLMTOB ITPOU3BOIVIIN
C TIOMOIIIBIO TIPOTOYHOU ITUTOMETPUM C OKpaIlIBa-
HUEM MOHOKJIOHAJIbHBIMM aHTuTedamMu (Beckman
Coulter, CIIIA). YpoBeHb CBIBOPOTOUHBIX HMMY-
HoryooynuHoB (IgA, 1gM, IgG) onpenenstiu ¢ mo-
MOIIBIO TypOOmMMeTpuu (aBTOMAaTU3WPOBAHHBIN
ouoxumuueckuit aHanuzatop Cobas Integra 400,
Hoffman-La Roche Ltd).

IIpoBeneHO MOJIEKYISIPHO-TEHETUIECKOE MCCIIe-
JIOBaHME 1IEJIbHOU KPOBU JI€BOUYKU U €€ POIUTESICIt.
[eHeTMUeCKMiT MaTepuaa MajbuMKa (Cyxoe IISITHO
KpPOBHU) ObLIO MOJIy4YeHo U3 apxuBa JlabopaTopuu He-
OHATAILHOIO CKpMHMHTa KIMHUKO-IMarHocTuye-
ckoro 1eHTpa «OxpaHa 310poBbs MaTepu M pedOeH-
Ka» (r. EkaTepuHOypr).

Brinenenne JHK u3 menbHO KpOBU MPOU3BO-
IUIOCh C uUcnoab3oBaHueM Habopa QIlAamp DNA
Mini Kit (QIAGEN, Germany). Beimenenue JTHK
M3 CyXOTO TISITHA IIPOU3BOIMIIOCH C UCITOJIb30BaHUEM
Habopa «[IHK-cop6-B» (Ammmullpaiim, Poccust).

AHanu3 gejaeuuu 22 XpOMOCOMBI ObLT IpOBe-
IeH METOIOM MYJIBTUIUICKCHOM aMITN(pUKaAIT
JurazHo-cBsizaHHbIX npod (MLPA) ¢ ucnosb3o-
BaHMEeM KoMmMmepdeckoro Habopa SALSA MLPA
probemix P250-B2 DiGeorge (MRC-Holland, The
Netherlands), KoTopblii coaepKUT 48 pazIUUHBIX
MLPA-30H10B, 29 M3 KOTOPBIX MOKPHIBAIOT KPU-
Tuueckuit peruon 22qll. TectupoBaHue o0Opa3lioB
MPOBOAMIIA COTJIACHO WHCTPYKIIUU (DUPMBI-TTIPOU3-
ponutenst (MRC-Holland) Ha reHeTuyeckoMm aHa-
m3atope Applied Biosystems 3500 (USA). Kowm-
NbIOTEPHbIE TaHHbIE OOpPadaTHIBAJIM C TTOMOIIBIO
I1O Coffalyser (MRC-Holland).

Pabora mpoBoamiack B COOTBETCTBUU C IIPUHIIN-
naMu JT00pPOBOJIBYECTBA M KOH(HMICHIIUAIBLHOCTH,
B cooTBeTcTBUM ¢ OCHOBaMM 3aKOHOIATEIbCTBA
Poccuiickoit ®enepanmu «O 3IpaBOOXpaHEHUN»
(22.07.1993 N 5487-1, pen. 07.12.2011) u EBpomneii-
CKOI1 KOHBEHLIMM O mpaBax 4enoBeka (1999-2000).

PesynbTartbl

IMepBBIM MAIIMEHTOM C TEHETUYCCKU ITOOTBEPIK-
JEHHbIM CUHApOMOM Jneieuuu 22ql1.2, BbISIBIEH-
HBIM B OITMCBHIBAEMOI CEMbe, OBLI MaJbUMK — IIa-
uueHt H. (puc. 1, cM. 2-10 CTp. IBETHOI BKJIEMKM),
Haomogasmuiics B OJKB Ne 1 (ExarepuHOypr)
¢ mmarHo3oM: <«I[IepBUYHBIN WUMMYHOIESDUIIUT —
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cunapom du Ixxopmxu. [unomnasus tumyca. Bpox-
JNIEHHBIII TIOpOK cepalla: OOIIWil apTepuaatbHbIN
CTBOJI, AeeKT MEXKEeITyOIOUYKOBOM IIEPETOPOIKI»
¥ YMEPIIHii B Bo3pacTe 8,5 MecsI1IeB.

M3 anamMHe3a: MaJb4MK OT MEPBOM OepeMEHHO-
CTH, TIOPOK CepAlia U 3adepKKa pa3BUTUS ObUIN BBI-
SABJIEHBI TIpeHaTtanbHO. Pomuiics Ha 38 Henene Gepe-
MEHHOCTHM ITyTeM KecapeBa ceueHUs ¢ BecoM 1885 T,
poctoM 43 cMm. /1o 1 Mecsiia ipoBoAuaIach pecrupa-
TOpHas noaAepxKKa.

B naGopaTopHbIX AaHHBIX: KOJWYECTBO KJIETOK
nepudeprnieckon KpoBU ObLIO B (pU3UOJTOTUYECKUX
npenenax (tadna. 1), HabmoAanace runoraMMariio-
OyJIMHEMUSI, YPOBEHb KBNS KPOBU — Ha HIDKHEH
rpaauiie HOpMHI (Ta6i. 2). I1pu Y3U tumyca BBISIB-
JICHO YMEHBIIEHNE ero pa3MepoB, nuddy3HbIe Ia-
pPEeHXMMATO3HbIC N3MEHEHUSI, 3HAUUTEIbHOE YMEHb-
IIICHWEe opraHa — pacyeTHas Macca 2 . Maibumk
oriepupoBaH Ha 42-f AeHb XWU3HU (paguKaabHas
KOppeKIiust 001lero apTepruaibHOTO CTBOJIA, MJIACTU-
Ka JIM2KII, pekoHcTpyKLMs myTeit orToka). [Tocne-
OonepallMOHHBIA MepUoa ObLT OCJIOXHEH CEIICHCOM,
CEepAEYHO-JIETOYHOI HEAOCTaTOYHOCTBIO.

Tlonyyan 3aMeCTUTENBHYIO TEparuio BHYTPU-
BEHHBIM UMMYHOIJIOOyIMHOM G (MHTPATeKT B A03€
400 Mr/KT), aHTUOMOTMKOTEpANnuio (CyJIbIiIepa3oH,
MaKCHUIIpUM, TUMCHTHUH, INIPodIIOKCAInH, OMceIr-
TOJI) U (PJIFOKOHA30JI.

C 5 mo 8,5 mecaues nepeHec Tpu anm3oga OPBU
C TSDKEJIBIM T€UYSHUEM U IbIXaTeJIbHOM HeIOoCTaTou-
HOCTBIO 2 CTEMNEeHM, TOCeaHNI — B 8 MeC., OCJIOX-
HUBIIUMCS IIHEBMOHUE, HEKPOTUYECKUM KOJIUTOM,
TMEPUTOHUTOM, OTEKOM T'OJIOBHOTO MO3Ta U Pe3uay-
aJIbHBIM JTe(heKTOM HMWKHETro Kpasi 3arliaThl MeX-

JKEJIyIOYKOBOM ITeperopoaKy, YTO 3aKOHYMIIOCH Jie-
TaJTbHBIM UCXOIOM.

MLPA — ananu3 JHK, BblaeneHHOI U3 CyXOro
obpasia KpoBu 4-JeTHel JaBHOCTU, B3SITOrO U3 ap-
xuBa JlJabopaTopru HEOHATATbHOTO CKPUHWHTA MOJT-
TBEePIWJI HAIMYNE MUKPOICITICIIMOHHBIX HapyIIICHUM
KPUTHUYECKOT'O PEerMOHAa XPOMOCOMEI 22 ¥ 3TOTO pe-
OeHKa (PEeTPOCIIEKTUBHO).

Bropoit pedbeHok — neBouka JI., oT BTOopoii bepe-
MEHHOCTH, OTSTOIIEHHOMN I'eCTO30M, BTOPHIX POIOB
B 34 Heme/M TecTaliny MMyTeM KecapeBa ceueHusl. Bec
npu poxaeHun 2190 1, poct 43 cm. [IpoBommracek pe-
crnvpatopHas TojjaepxkKa no 3 mecsua xu3Hu. [lo-
naja 1noxn HaomoneHue B 1 rox u 6 MecdaLeB ¢ Aua-
rHO30M: «[1epBUYHBIN UMMYHOIEDUIIUT — CUHIPOM
du dxopmxu. Tumnoruiasusa tumyca. BpoxkmeHHBII
MOPOK cepAla (apTepuajibHasl cenraibHasi aHEBPU3-
Ma, TpuKycnuaaibHast HegoctatroyHocTh II1 creme-
HM, HE OIIEpUPOBAHHBIN)».

M3 00beKTUBHBIX JAHHBIX NUCILJIACTUYHbBIE Yep-
ThI JILIA: TUTIEPTEI0PU3M, CyOMaHauOyu3M (puc. 1,
CM. 2-10 CTp. LUBETHOI BKJIeliku). YacTtoTa cepaeu-
HBIX cOKpalleHuil 98 B MuH. PazMepbl meueHu u ce-
JIE36HKU B TIpeienax (pu3noIOTHIeCKOM HOPMEL.

B nabGopaTopHBIX HaHHBIX: KJIETKU Ieprudepu-
YecKOU KpOoBH, CYOIMOMyJIsIIUU JUM@OLIMTOB, caxap
W KalbLIMil KPOBM B MpeaeiiaXx (pU3MOJIOTMYECKUX
3HAYEHMA, runorammarjaooyauHemus (tada. 1 u 2).
IIpu Y3U TtuMyca BBEISIBICHO CHIKEHHE MAacChl Op-
raHa go 1,4 r. Ha nepBoM romy >Xu3HU TepeHoCcuIa
JIeTKHMe 3113016l puHopeu. B 1 roa 3 mecsiia nepe-
Hecia OPBU u oTut B 1erkoii popme.

CpaBHHUTEIBHBIN aHAJIN3 WUCCIIEIyeMOTO M KOH-
TPOJIBHBIX O00pa3lloB TEeHETUYECKOro MaTepHaja
metonoM MLPA BpIgIBUIT M3MEHEHUS B KOJIMYE-

TABINLIA 1. CPABHUTENBHASA XAPAKTEPUCTUKA NOKA3ATENEW NEPUPEPUYECKON KPOBM Y MALIMEHTOB A. U .
TABLE 1. COMPARATIVE CHARACTERISTICS OF PERIPHERAL BLOOD IN PATIENTS D. AND L.

CD3* CcD4* CD8* cbh16* cD19*
BospacTt | Nenkountsbi | JNiumdouuntsbl | numdounts! | numdounts! | numdounts! | nuMmdounts! | nUMdounTbI
Patients | Leukocytes, | Lymphocytes, CD3" CD4* CD8" CD16* CD19*
age 10%L %, 10°/L Lymphocytes, | Lymphocytes, | Lymphocytes, | Lymphocytes, | Lymphocytes,
%, 10°/L %, 108/L %, 10°/L %, 10°/L %, 108/L
A.
1 ec. 50 42% 66% 46% 12% 7% 24%
D 1 ’ 2,52 1,66 1,16 0,30 0,18 0,60
month
n,
1 mec. 6.35 60% 58% 38% 15% 16% 24%
Patient L, ’ 3,81 2,21 1,45 0,57 0,61 0,91
1 month
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TABJTULA 2. NOKA3ATEIIN YPOBHA CbIBOPOTOYHbLIX AHTUTEN, KANbLIAA U TMIOKO3bI Y NALMEHTOB
TABLE 2. LEVELS OF SERUM ANTIBODIES, CALCIUM, AND GLUCOSE IN THE PATIENTS

222;2::’ IgA IigM IgG mroko3a Ca

Patient, age IgA, mg/dl IgM, mg/dI IgG, mg/di Glucose, mmol/l Ca, mmol/l
B okt 0 25 160 48 2
L1 moh 0 14 300 4,5 25
%’314;’::: 500 180 1400 43 23

CTBE T'€HETMUYEeCKOro Marepuajia y InpobaHma B pe-
rruoHe ql1.2 xpomocoMmnl 22. O6HapyXeHHasl Jelie-
OUsT HaXOIWJIach B CTapTOBOM palioHe pernoHa dm
Jxopmxu (LCR22-A) u Bkitouana rensl CLTCLI,
HIRA,CDC45, CLDNS, GP1BB, TBX1, TXNRD?2,
DGCRS (puc. 2, cM. 2-10 CTp. LIBETHOI BKJICHKU).

Martp nereit — manmenTka 1., 34 roga, ponmiachk
B OJTHOM U3 pernoHoB KazaxcTraHa ¢ BbICOKOU paaua-
LIMOHHOI Harpy3Kkoii. B aHaMHe3e HeCKOJIbKO Mepe-
HeCEeHHBIX MHEeBMOHMI1 B Bo3pacTte 1o 10 net. B mo-
cremytomeM — peakue anu3oasl OPBU. Otinmyaercs
TUCTIIACTUYHBIMHA depTaMU JINIa (TUTICPTEIIOPU3M,
rpyLIEBUIHBIN HOC), KOPOTKOI 1eeit (puc. 3, cM.
2-10 cTp. UBeTHOI BKJeiiku). Poct 155 cm, Macca
Tena 97 KT, mHOeKC Macchl Tena 40,37. Y malmeHTKr
ObLIO ABe OepeMeHHOCTU, B 28 u 31 roa, obe paspe-
IIMBIIMECS TTOCPEICTBOM KecapeBa CeUYeHUs AeTbMU
¢ cuHapoMoM nenaenuu 22 xpoMocoMbl. C 20-Tu net
CcTpamaeT apTepHabHON TUIIEPTECH3UEI, PeTHUCTPU-
pyemble 3HaYeHUs naBieHus 150/90 MM pT. cT.

B nmabopaTopHbIX JaHHBIX: KJIIETKU Mepudepude-
CKOIf KpOBM Ha MOMEHT 00CJIeAOBaHUSI B HOPMAaTHB-
HBIX IIpeesiax, UMMYHOIJIOOYJIMHBI — C TCHICHIINEH
K yBeqIuuyeHuto IgA, OuoxmMuuyeckue IoKa3aTesu
B MIpelieaXx HOpMaTUBHbBIX 3HaYeHU (Tab. 2). Y3U
cepiiia — IaToJIOTMU He BhIsiBieHO, Y3U tumyca — 2
COIUIHBIE KUCTHI, Y3 OpIOIIHOI ITOJIOCTH — CcTea-
TO3 TICYCHU.

IIpu npoBeneHUN reHEeTUYECKOTO UCCIeI0BaHUS
obOHapyxXeHa AeJielvsl B Ha4aJlbHOM 00JIaCTU peruo-
Ha JIu Ixopmkn (LCR22-A), naeHTHIHASI ICJICIINN,
BEISIBJICHHOH y JOYEpU U ChIHA.

B o6pasie oriosckoii JIHK (mmanmeHT A., 36 eT)
MUKPOCTPYKTYPHBIX HapyIICHUN TaHHOTO perMoHa
He BEISIBIICHO. Bce mokaszarenu (U3mIecKoro CoOCTo-
SHUSI MY>KYWHBI B TIpeeaax HOPMbI, OJHAKO 00Opa-
1IaI0T Ha ce0s1 BHUMaHWe HEKOTOpble OCOOEHHOCTU
JuueBoro ckejgera (puc. 3, cM. 2-10 CTp. LIBETHOM
BKJIEWIKHM).

ObcyxaeHue

B ommcanHOM ceMeiiHOM ciy4yae Y MaMbl U JIO-
Yyepu BBISIBJICH TaK Ha3bIBaeMBIil MITKHUI (heHOTHUIT
3a00J1€BaHuUsI, IPU KOTOPOM 00€ MallMeHTKU >KUBHI,
a y MaTepu coxpaHeHa (pepTUIbHOCTb. TpeTuii ciy-
Yyalf B 9TOU CeMbE y MaJIbUMKa, KOTOPBI UMET 00-
Jiee BbIpaxk€HHbIN (heHOTUIT: 3amepkKa hU3NIECKO-
ro pasputust, BIIC, rumoriazust Tumyca, Ipu3HaKu
KOMOWHMPOBAHHOTO WMMYHOIES(UIINTA, ITOIBEP-
rajicsi ONEpaTUBHOU KOPPEKLMUHU IOpOKa, MepeHec
CEeTICHC B TTOCJIEOTIEPAITMOHHOM TIEpUOJIEe, HECKOJIBKO
SIMU30[0B BUPYCHBIX MHMEKIUI, TSKEIyI0 BUPYC-
HO-0aKTepHaIbHYIO0 ITHEBMOHUIO ¢ HEKPOTHICCKUM
KOJIMTOM W CEPO3HBIM IIEPUTOHUTOM, ITPHUBEIIINC
K JieTalbHOMY wucxony. JdaHHbIe COOBITUS MOXHO
00BsACHUTH TsKecThio BITC M cioxHoCTbIO orepa-
TUBHOTO ITOCOOMS, a TAKXKE MPOSIBJICHUEM UMMYHO-
mecdummra. CecTpa MaJdbuMKa WMEET CHIDKCHHBIN
YPOBEHb UMMYHOIVIOOYJIMHOB. ¥ MaTepu HabJrona-
IOTCSI HOpMaJIbHBIC KOJIMYeCcTBa CyOKiaccoB T M-
¢onTOB ¥ MMMYHOIJIOOYJIMHOB, OTCYTCTBYIOT 4Ya-
CThIC MH(MEKIIMOHHBIE 3MMU30/IbI B HACTOSIIIEE BPEMSI,
HO OTMEUEHO HaJM4Yuhe IIOBTOPHBIX ITHEBMOHUIA
B Bo3pacTte a0 10 jieT.

M3BecTHO, YTO BPOXKICHHBIC ITOPOKU Pa3BUTHS,
ocobeHHo BIIC, moryt ObITh (eHOTUIUYECKUM
MapKepoM cuHapoma aeiienun 22ql1l. OgHako, oT-
cyrctBue BIIC He wuckiIo4yaeT CUHIAPOM AeJielidun
22qll. Tlpu sTOoM ¢dopMa TIOpoKa M CBSI3aHHBIC
C OTUM TIPOSIBICHUS CEePIeYHON HETOCTAaTOYHOCTU
MOTYT OBITh pa3jIWYHBIMU. B omuceiBaeMOM HaMu
cllygqae y MajbuMKa OBLUI OOIIWii apTepUabHBIN
cTBOJ (truncus arteriosus) ¢ (OpMUpPOBAHUEM Cep-
JIEYHOM HEeIOCTAaTOYHOCTH, KOTOpPBI ITOTpedoBas
OTepaTUBHOM KOPPEKIINU. Y eT0 CECTPHl — aHEBPU3-
Ma MEXIIpeICepAHON MEePEeropoaKM, U perypruTanus
TpukycnuaaabHoro kiamasHa III cremenu, He Tpe-
OyroIe ONepaTUBHOTO BMEIIATENILCTBA. Y MaTepu
ATUX JETeH IMMOpPOKa Cepla HeT, OMHAKO Y €€ CECTPhI
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Familial DiGeorge syndrome

(TeTs meteii) — BPOXIEHHBIN MOPOK Cepalla B BUAE
nmedeKTa MeXIIpeacepaIHOM IEPETOPOIKM.

Kpome Toro, B poiocjioBHOI 4JI€HOB IpeaCcTaB-
JIeHHo#1 HaMu ceMbu K. BcTpeyanrch poaCTBEeHHUKHU
C XpOMOCOMHBIMU 0OJIE3HSIMU, TPOSIBJICHUSIMU aTU-
NUYHBIX MHG(pEKLMOHHO-BOCIIAIUTELHBIX MPOLEC-
COB, BPOXICHHBIMHM ITOPOKAMM Pa3BUTHSA (IIOPOKH
cepalia), MAaTOJIOTHEN PenpOayKIMU, SHIOKPUHO-
naTuen, a Takke caydasaMu JIeTCKUX cMepTeit (IaH-
HbI€ He yKa3aHbl). BriojiHe BeposSITHO, UTO MOI00HBIE
MPU3HAKA MOTYT pPacl€HUBATbhCS KaK TeHeaJlornJe-
CKME MapKephbl HACJIEACTBEHHbIX OOJE3HE.

DTO TePBhIi CEMEMHBIN CTy4yaii BbISIBJIEHUSI CUH-
apoma neneunu 22ql1.2 B CBepaJIOBCKOI 00JaCTH.
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PucyHok 1. Maument 1., Manbyumk
(cneBa) n nauueHTKa J1., AeBOYKa
(cnpaBa)

Figure 1. Patient D (boy, left), and
patient L (girl, right)
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PucyHok 2. PesynbTar aHanu3a go3 reHoB metogom MLPA ans geBoyvku-npobaHaa
Mpumeyanue. BoisieneHa geneuus pernoda LCR22-A pasmepom 1,5 MunnmoHa nap 0CHOBaHWiA.
Figure 2. Result of gene dosage analysis by means of MLPA approach for the female proband
Note. A deletion of LCR22 region (1.5 million base pairs) has been detected.

PucyHok 3. MaTb (cnesa) u oTeu
(cnpaBa) peTei c CUHAPOMOM
aeneuun 22q11.2

Figure 3. Mother (left) and father
(right) of the children with 22q11.2
deletion syndrome




