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OCOBEHHOCTU AUATHOCTUKU U TAKTUKN BEAEHUA
NAUMNEHTA C CUHAPOMOM AU AXKOPAXWU

Pestome. B cmamve npuseden cayuail cobcmeeHH020 KAUHUeck020 Habawodenus cunopoma u Jcopoxicu (cur-
dpom deneuuu xpomocomnvt 22q11.2) y pebenka. OmmeueHvt 0cobeHHOCMU meueHus: 3a001e6aHUs ¢ OOMUHUPO-
B8AHUEM KAUHUHECKOU CUMNMOMAMUKU 8PONCOCHHbIX NOPOK08 cepiua, cocy0oe u aeekux. [lpusedennwiii cayuaii
demoHcmpupyem CA0HCHOCMb OUACHOCMUKU HeNnoAH020 cundpoma u Jlxcopocu ¢ ymepeHHbIMU UMMYHOA02U-
uecKUMU HapyuwleHUsMu u npexoosaujeli eunoxarvyuemueil. Takmuka eedenuss nayueHma 00ANCHA OblmMb OpU-
EeHMUPOBAHA He MOAbKO HA XUPYPSUHECKYI0 KOPPEKUUIO 8PONCOCHHO20 NOPOKA cepoya, HO U HA NPOPUAAKMUKY
NOBMOPHBIX UHPEKUUOHHBIX 3a004€8AHULL U 2UNOKAAbYUEMUL, YMO NPEOYNpedcOaem 0CA0ICHEHHOe medeHue 60-

Ae3HU U onpedensem 01a20N0AYHHbLI NPOSHO3.

Karouesvte caosa: cunopom Ju Jcopoxrcu, 6poscoeHHblil ummyHodedhuyum, oemu.

CuUHAPOM BIEPBBIC ONMMCAH aMEPUKAHCKUM TICIM-
arpoM-3HIokpuHonorom Di George Angelo Mario B
1965 rongy. Cunapom Au dxopmku (CA1) (MKB-X —
D82.1) saBasieTcst BpoXkIeHHBIM 3a00JIeBaHUEM UMMYH -
Holt cucteMbl. KIMHMYeCKU TaHHbIN CUHIPOM ONpene-
JISIETCSI KaK MEePBUYHBIA UMMYHOACHDULIMUT ¢ 1eheKTOM
T-K1eTOYHOro 3B€Ha MMMYHMTETa B KOMOMHALMU C
TUITO- WJIW aTula3ueli apaniuTOBUIHBIX XKeJle3, BPOXK-
JEHHBIMU TTIOPOKAMM Cep/lla W YacCThIM BBISIBIECHUEM
MajbgopMaluii JIULEBO yacTu yeperna. Y OOJbIIMH-
CTBa MAallMeHTOB HAOIOMAIOTCS 3aeprKKa (PU3NICCKOTO
¥ TICUXOMOTOPHOTO Pa3BUTHsI, HAPYIICHNE KOTHUTUB-
HBIX (DYHKIIWIA.

3abosieBaHMe pa3BUBAETCs B pe3y/IbTaTe HapyIIeHUS
aMOpuoreHe3a 3—4 rIOTOYHBIX KAPMAHOB, U3 KOTOPBIX
B HOpME Ha 6-i1 Helesle BHYTPUYTPOOHOTO Pa3BUTHS
GopMHpYIOTCS TUMYC U TTapallIMTOBUIHBIE XKeje3bl. [1o-
paxaroTcsl M COCEIHUE OPTraHbl, YTO B JAJIbHEIIIIEM BbI-
paxaeTcs AucMopdU3MOM JIMlA: TUTIOILIa3uell HUXKHEe !
YEJIIOCTU, KOPOTKOM BEPXHEU TyOOll, HU3KUM PaCIONo-
JKeHUEM 1 nedopMalireil yITHbIX paKOBUH U 1.

VY 2/3 nereir ¢ CJI oTMeuaroTcd KOMOMHUPOBaH-
Hble BpoxJeHHbIe mopoku cepana (BIIC) — o6uuii
apTepHalibHbIM CTBOJI, TeTpaaa Pajuio, yIBOoeHUE AyTU
A0PThl, KOAPKTaLKs a0PThI, AeDEKT MEXKKETyT0UKOBOM
neperoponku. YacTbIMM TakkKe SIBJISIIOTCS aHOMaJIUMU
KPYITHBIX cocynoB. PopMUpoOBaHUE MTaHHBIX TOPOKOB
MOXHO OTMETUTBH €lIe 10 POXKIECHUS peOeHKa MPU YJib-
TPa3BYKOBOM HMcciienoBaHum ioaa [1, 2].

Briepsoie B 1981 romy ObIJ10 BRICKA3aHO TIPEATIONO-
JKEHUE O POJIU IeJIeIMU CeTMeHTa (-Tuieda 22-il Xpo-
MOCOMBI B BO3HUKHOBeHUU cuHiapoma Hu Kopmku.
C HayajoM MCMHOJL30BaHUSI MeToAa (hyopecleHTHOM
ruopuauzauuu (FISH in situ) aTa XxpoMocoMHast aHoO-
Majius uaeHTuduLupyercs oosnee yemM y 90 % GOJNBHBIX
¢ cunapomoM u [xopaxu. JIutepaTypHble JaHHbIE
MTOCIICAHNX NEeCATU-TIATHAOATH JIET CBUICTCIBCTBY-
0T 0 MHOTOOOpAa3nWM IUCIOKAIINN TeHETUUECKMX W3-
MEHEHUU TIPY MOTOOHOW KOMOMHAIIMK KIWHWYCCKUX
nposiBiieHnid. OnmcaHbl Clydan CUMIITOMOKOMILIEKCA
cunapoma u JIxKopaxxu npu JioKaau3aluuu Aejelun
npyrux xpomocom — 10pl13, 17pl3, 18q21. Ilpu Ha-
JIMYMM Kiaccudeckoil peneunu 22ql1.2 MCIOab3yIOT
TePMUH «CUHIpOM aeneruu 22q11.2-XpoMOCOMBbI» WU
«cuHapom u Ixxopmxu» [3—5].

Bo3MOXXHBIMU (haKTOpaMHW pHCKa TOSIBICHUS JIe-
JISLIUN SIBIIIIOTCS CaxapHBI AuMabeT y MaTepu, BO3-
JIEUCTBUE aJIKOTOJISI M BUPYCHBIX MHMEKIINIT B TICPBOM
TpUMecTpe bepeMeHHOCTH. ECTh maHHEBIE, YTO ITOBPEX-
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JNeHHas 22-5 XpoMOcoMa MOKET HacJIeI0BaThCs IO ay-
TOCOMHO-TOMMHAHTHOMY TUITy, TO €CTb 3a0ojieBaHUE
nepenaeTcsi OT OJHOTO U3 POAUTENCH.

Cunapom Mukpoaenenuu 22ql1.2 coueraer rerepo-
TeHHYIO TPYITITY 3a00J1¢BaH!I, UMEIOIINX B OCHOBE OI1-
HaAKOBYIO XPOMOCOMHYIO mepecTpoiiky. Ilepectpoiika
XPOMOCOMGEI 22 SIBJISICTCSI HanboJiee 4acTOM XpOMOCOM-
Hoit anomaymeii y mereit ¢ BIIC. 1o maHHBIM pa3HBIX
aBTOPOB, 10 5 % neteii ¢ BIIC nMeroT Takyio AeIelno.
Yacrora naHHoii natosoruu cocrasisier 1 : 4000 HoBo-
pOXIeHHBIX [2, 3].

Pannee BoisiBIeHHe MuKponeiaeunun 22ql1.2 y nereit
¢ BIIC oyeHb BaxXHO, TaK KakK TaKue MallMeHThl UMEIOT
TIOBBIIICHHBIN PUCK Pa3BUTHS TUITOKAJTBLIMEMUN, WM-
MyHOIE(HUIINTA, TOCICONEePALIMOHHEBIX OCIOXHEHUIA,
acUKCUM, CUHIPOMA BHE3AITHOW CMEPTH, TPYIHOCTEH
BCKapMJIMBaHMSI, a B CTapIlIeM BO3pacTe — PEeUeBHIX Ha-
pYILIEHU, TpyAHOCTE B OOy4eHUN U YMCTBEHHOM OT-
crajgocTu. BwisiBneHue muxpopeneuuu 22ql1.2 y ma-
1ueHToB ¢ BITC no3BosisieT CKOppeKTUPOBaTh TAKTUKY
npea- U IOoCIeoIepaliOHHOrO BeICHUST TAKUX OOJIbHBIX,
a B IaJbHENIIEeM MPOBOAUTL MPOMUIAKTUKY U KOPPEK-
LIWIO JPYTUX MATOJOTMIECKUX TTPOSIBJICHUIA, CBOMCTBEH-
HbIX MUKpozenetu 22q11.2. J17st MemMKo-TeHETUYECKO-
ro KOHCYJIETUPOBAHUSI BAXHO, 4TO 0Koyio 10 % ciyyaes
Mukpoaeneru 22q11.2 sBiasitoTcst ceMeiHbIMMU [6].

CJIJ mpencraBisieT co00il HEAOCTATOYHOCTh IIpe-
MMYILIECTBEHHO KJIETOYHOIO MMMYHHUTeTa. B cTpyk-
Type BCeX IEPBUYHBIX MMMYHOIEGUIIMTOB €ro MOoJs
cocraBisieT 20—25 %. JlaHHBIA CMHAPOM OOYCJIOBJIEH
MEepPBUYHBIM HapyllleHWeM Tpoaudepauun u audde-
peHuupoBku B- u T-nmumdbonnros. OnHAKO «TOJTHbIA»
cuHapoM [dn I3KOpIKY ¢ BRIpasKEHHBIMY aHOMAaJTSIMU
MMMYHHOI CMCTEMBI BCTpeUacTCsI KpalfHe peaKo.

JnarHo3 cTaBUTCSI Ha OCHOBE KIMHWYCCKON Kap-
THHBI, a TaKXKe JAHHBIX Ja0OpaTOPHBIX ITOKA3aTesICH.
[Ipy arrasum wWin TUIIOIIA3UM BUJIOUYKOBOM KeJle3bl
nosBasiorcsl AeekTHble T-TMM@OLUTHI, B peakluu
OnacrrpaHchopMallMi OHM He JalOoT OTBeTa Ha (pUTO-
reMarrJloTUHUH, OTCYTCTBYIOT T-cympeccopsl. IToka-
3aTe/Ii TYMOpPajabHOIO UMMYHUTETa y 60abHbIX ¢ CIIJ1
Yale COXpaHeHBI. Y HEKOTOPHIX OOJBHBIX ITOBBIIICHA
KoHueHTpauus IgE, 4To, BO3MOXHO, CBSI3aHO C OTCYT-
crtBueM T-cynpeccopos [1]. detn ¢ CII/] moasepKeHbI
Pa3IMIHBIM WHQEKIMSIM, TIPEXKIIE BCETO AbIXaTeIHbHBIX
¥ MOUYEBBIBOMSIINX MyTeli. BrIpaskeHHOCTh UMMYHOIE-
¢uIrTa ONIpeaeIIeT YACTOTY U TSKECTh PEKYPPEHTHBIX
3a0oeBaHuii. CUMTAOT, YTO C BO3pPacTOM (DYHKLUSI
T-auMboLIMTOB BOCCTaHABAMBAECTCS U K 5 romaM Mmpo-
SIBJICHUSI UMMYHOJIOTUYECKUX HapYLIEHUIA MOTYT ObITh
KynupoBaHsl [1, 4].

Knnanaeckn HanboJiee MoCTOSTHHBIM ITPOSIBJICHUEM
3a00JIeBaHMS SIBJISICTCS TUIIOTIapaTUPEO03, B CBSI3M C UYeM
Hanbonee yacTeiM aebioroM CIJ SBISIOTCS TOHUKO-
KJIOHMYECKHNE CYIOPOTH B TIEPUOAEC HOBOPOKICHHOCTHU
BCJICACTBUE THUITOKAJIbLIMEMUH. JJIMTEIPHO CHUXKEH-
HBIIl YPOBEHD KaJIbLIUS B KPOBU MOXKET 00YCIOBIMBATh
HapylleHUsT pocTa M pa3BUTUSI peOEHKa, IMaTOJOTUIO
KOCTHOU CUCTeMbl, MHOXECTBEHHBII Kapuec 3y0oB. B
0oJiee MO3AHEM TMEePUOAE XKU3HU THIOKAIbIIUEMUS] MO-

JKET CTaTh MPUUYMHONA BTOPUYHOTO CUHAPOMA YIJIMHEH-
Horo mHTepBana QT, XKeIyITOYKOBEIX apUTMUIT 1 BHE-
3aITHOI cepaeuHoit cMeptH [7, 8]. CuMnToMaTHYecKast
TUTIOKAJIBITUEMUST B 3HAYMTEIBHON Mepe OCIOXHSIET
teuenue BIIC.

Takum o6paszom, Ha mporHo3 reueHus CJ1/1 oka3bi-
BaeT BJIUSIHUE YPOBEHb BBHIPAaXXEHHOCTHU Ne(EKTOB cep-
JIEYHO-COCYAUCTOM Y SHIOKPUHHOM CUCTEM, TIPU «I10JI-
HOM» CUHIpPOME — CTeleHb UMMYyHoAeduLuTa. BBuay
MHOIroo0pa3us KIMHUYECKUX CUMITTOMOB IMallUeHTHI C
CI moryT HabJIonaThCsl BpayaMu Pa3HbIX CIELUaTb-
HOCTEM.

CoOcTBeHHoe HaOmonenue. [lom Hammm HaOI0-
IeHWEeM B TeueHUe roma Haxomuiics pedeHok III. 2013
roza poXIeHUS ¢ AUarHO30M «crHApoM Ju JIxKopmku».
[NaumeHT HeOTHOKPATHO MOCTYIAJ B KapAWOITYyJIbMO-
Honornueckoe otaeiaeHue JT'KB Ne 2 r. Inempore-
TPOBCKA Ha IJIAHOBOE 00CIeJOBAaHUE B CBSI3U C MHOXE-
CTBEHHBIMU BPOXIEHHBIMU opokamu pa3Butus: BITC
(aTpe3ust JIEroOYHOM apTepuu 2-TO TUMA C BhIPaKEHHOM
TUIIOIIIa3Mei CTBOJIA M BETOK JIETOYHOI apTepru, O -
A0OPTALHBIN MeeKT MEXKETyTOUKOBON MeperopoiKu
(AMZKIT). bBombive aopTosieroyHble KoJiaTepaib-
HBIe apTepuu. HemocTaToyHOCTH KpOBOOOpAIICHUS
1-1if cT.). BpoxXaeHHBII TOPOK Pa3BUTHS JISTKUX — KU-
CTO3Hasl TUIIOILIA3Msl JICBOTO JIETKOTO. TpaxeaabHbIi
OpoHx crnpaBa. CybcerMeHTapHbIil aTejieKTa3 BepXHE
JIOJIU CIIpaBa.

M3 aHamHe3a XU3HM M3BECTHO, YTO PEOEHOK pPO-
JIUICS OT 2-ii 6epeMeHHOCTH, MpoTeKaBllei Ha (GoHe
HedponaTuu, MepBbIX poaoB B cpoke 40 Henmenb. [1pu
POXIEHUM TTOKa3aTeJd pocTa M Macchl Tejda pebeHKa
Boite cpeaHero (4100 T, poct 55 cm). OtieHKa 110 1Kase
Arnrap — 8/9 6aytoB. PanHuMit HeOHATaTbHBIN TIEPUOT
MpoTeKaJa ¢ CUHAPOMOM IIOBBIIIICHHON HEpPBHO-ped-
JIGKTOPHOM BO30YAMMOCTU, YACTHIMU CPBITMBAHUSIMHU,
reMoIMHaMUYeCKUMMU paccTpoiictBamMu. Habmonanoch
CHIDKEHUE caTypaliiy KMcjaopoaa B mokoe 10 88—90 %,
pu GU3NUECKOI HArpy3ke — 10 68 %.

B xome oOGcinenoBaHus ObLIM JUATHOCTMPOBAHBI
BPOXXAEHHbIN MOpOK cepaua u cocynon (JIMKII, atpe-
3Us JIETOYHOI apTepuu) U CyOCEeTMEHTApHBIN aTeeK-
Ta3 BepXHEH MOJIM IpaBoOro Jerkoro. Torma ke ObUIH
BBISIBJICHBI ~ TUIOKAJIbLIMEMUS,  KaJIWi-HaTPUEBBII
nucbananc. OTMmeuasnach BbIpaXkeHHasl JTUM@OIeHUs
IPU TOBTOPHBIX I'€MAaTOJOTMUYECKUX HMCCIEIOBAHMSIX
(B mpeaenax 22—24 %). bt 3amono3peH cuHapoM Jlu
Hxopmxu. MccnegoBaHrue mapaTUPEOMIHOIO FOPMO-
Ha MPOBOAUIOCH OJHOKPATHO U HE BBISBUJIO OTKJIO-
HEHMWII OT HOPMATUBHEIX 3HAUCHUI (ITapaTTOPMOH —
11,79 nr/mo).

OpHakKo ¢ y9eToM TOMUHUPOBAHUS B KIIMHUYECKOM
kaptuHe cumntomatuku BITC pebeHok ObLT Hampas-
JICH Ha KOHCYJIbTAIlMI0 B HAYYHO-TIPAKTUYHBINA MeIM-
IIMHCKUI HEHTP NEeTCKOIl KapAWOJOIMU 1 KapauOXu-
pypruu (HITMI JIKK) M3 Ykpaunsl. B HITMII IKK
B pe3yjabTaTe MPOBEACHHBIX 3XOKapAuorpachruyecKoro
1 TOMOIpacUIYeCKOro MccaeaoBaHU ObLT MOATBEPXK-
neH nuarHo3 BIIC: atpe3us jierouyHoW apTepuu 2-To
TATA C BBIPAXEHHOW TUIMOTUIA3Meil CTBOJIAa M BETOK
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JlerouHoi aprepuu; nomaopTaibHblii JIMZKII; 601b-
IIME aopTO-JIeroyHble KojulaTepaibHble apTepuu. Ha
OxoKI' Obl1a oTMeYeHa yMepeHHasl J1eKCTpano3uius
aopTel. C yJ4eTOM CJIOKHOM aHAaTOMUM BPOKICHHOTO
TOPOKa €T0 XMUPYyprudeckasi KOppeKIns ObljIa ImepeHe-
ceHa Ha 3 Mecs1ia.

I[Ipr mpoBemeHWM KOMITBIOTEPHOUM TOMOrpaduu
OBLIM TaKKe BBISIBIICHBI MOP(OIOTMYECKIE U3MEHEHUS
B JIETKUX: CyOCerMeHTapHbII aTejieKTa3 BepXHel J0au
crpaBa, TpaxeaJbHbIA OPOHX CIipaBa M HEpaBHOMEp-
HOCTb ITHEBMATU3allUU JIETOYHON MapeHXUMbl B HMXK-
Helt JoJie JIEBOTO JieTKoro. buljio obpallieHo BHUMaHue
Ha OTCYTCTBUE BU3yaTU3allMN TUMYCa.

PebeHok B Bo3pacte 4 MecsIieB ObUT IIPOOTIEPUPO-
BaH B HITMII JIKK, HajloXXeH JIeBOCTOpPOHHUI MOIU-
¢umpoBaHHBI aHacToM03 bienoka. BropeiM sTamom
XUPYPIUIECKON KOPPEKUMU CePACIHO-COCYIUCTHIX
TTOPOKOB OBLITY MMPOU3BEACHBI aHACTOMO3BI OT HUCXOMSI-
11eit aopThI IJ1s1 00ecreYeHUs aJeKBaTHOTO KPOBOCHA0-
JKE€HUSI IIPaBOro JIETKOTO B BO3pacTe 9 MecsIeB.

B Xxoae HEOMHOKpPAaTHO IMPOBOAMMBIX IeMAaTOJIOIM-
YeCKMX UCCAeNOBAaHUI Ha MPe- 1 IMTOCTOIEePallMOHHbIX
aTanax CTaOWMJIBHO BBISIBIISIACH BBIpaKeHHAasT JTUMQO-
TIEHNST, YTO BHOBB 3aCTABUJIO AyMaTh O HAJTMUNM Y T1a-
MeHTa CHHAPOMAa MMMYHOJOTUYECKOW HEIOCTAaTOU-
HOCTH. MWHMMAaJIbHBIC TIOKA3aTeIM aOCOJIOTHOTO U
OTHOCUTEJIbHOTO KOJIMYeCTBA JTUMMOIIUTOB B IIepucde-
pUYECKOM KpOBU HaOII0JaINCh B Bo3pacTe 4,5 mecsiia
>XKW3HU U nocturanu 16 % (1,552 « 103/mxan).

[IpoBegeHHoe B Bo3pacte 6 MeCSLIEB UMMY-
HOJIOTUYECKOEC HWCCJIEMOBaHWE BBISBWIO HapyIIIe-
Hus T-KIeTOYHOro 3BeHa M TMoKasareieil daro-
muTo3a. OTMeuaaoch CHIDKEHHE OTHOCHUTEJIBHOTO
KOJIMYeCTBa JIMM(POLUTOB, aOCOMIOTHBIX MOKa3aTeseil
B-mumdorutos (CD19), HCT-tecta, aromurapHoii

AKTUBHOCTU U (haroudTapHoro yucjiaa. AOGCOTIOTHbIE
nokazatean T-cynpeccopoB (CDS8) Haxoguauch Ha
HYKHEU rpaHuie HOpMbI (TadJr. 1).

B cBs3u ¢ mogo3penneM Ha cuHapoM Jlu JIxkopmku
(cuampom genenmu 22-i XpOMOCOMBI Ha TOAINCKE
22q11.2) 6bUTO TPOBENEHO MOJIEKYJISIPHO-IIUTOTEHETH -
yeckoe uccienoBaHue OIA-cTUMYIMPOBAHHOM KYJIb-
Typbl TUMQPOLUTOB MeprudepruiIecKoil KpOBU METOIOM
FISH-ananuza Ha uHTepda3HbIX Sapax C MCIO0Jb30-
BaHnueM Vysis TUPLEI(HIRA) Spectrum Orange/
LSI ARSA Spectrum Green [Abbott]. FISH-ananus
MoKazaJyl MOoTepI0 OMHOTO KPAacHOTO CUTHaja TPOOBI
TUPLE1(HIRA), 4TO COOTBETCTBYET T€HY, JIOKAJIU-
30BaHHOMY Ha XpoMocome 22 Ha mommucke 22qll1.2 B
39 mpoananu3upoBaHHBIX U3 100 uHTepdazHbIX gaep.
AHanmm3 KOHTpoJIbHOI TIpoOsl ARSA, Koropast pac-
MoJIOXKEeHa Ha XpoMocome 22 Ha nucke 22ql13 Bo Bcex
MPOaHAJIM3UPOBAHHBIX SIApaX, BBIIBUJI MO JBa CUTI'Ha-
Jla (3eJeHbIi 1BeT). bbut onpenesnieH kapuoTun nuc ish
(TUPLEIx1)[39/100], (ARSAx2)[100]. Takum obGpa-
30M, B 39 % ciy4yaeB HaGIIOAATNCH KJICTKHU C AeIeLUei
22q11.2, yto xapakTepHo 11 cuHapoMa Ju JIKopaku.

B Hacrosiiiee Bpemst pedbeHKy 2 roga. Pusmdeckoe
pa3BUTHE CpefHee, CHIKEH WHIEKC MacChl Tejla, YTo
COOTBETCTBYeT 1-ii cremeHm rumnorpodun. HepsHo-
IICUXNYECKOE Pa3BUTHE XapaKTEePU3YeTCs] HEKOTOPBHIM
OTCTaBaHNEM PEUEBOTO U CEHCOPHOTO pa3BUTHUS. Y pe-
OeHKa He HabJI0Jal0TCsl BhIpaXKeHHbIC MMPU3HAKU JTUC-
Mopduu nia. MoXXHO OTMETUTD JIMIIb OTHOCUTEJIbHO
HU3KOE PacIlooXeHWE YIITHBIX PAKOBUH, UX HE3HAUU-
TeJIbHY10 AeopMalMIo, HU3KUI J100. AHAIM3 aHaMHe-
CTUYECKUX JJAHHBIX TO3BOJIMJT OTMETUTH MTO3THIOIO JICH -
TalMIo, TIEPEHECEHHYI0 MHQEKIINIO MOYEBBIBOISIINX
MyTel, TUCOMO03 KUIIEYHUKA, HEYACThIE M HETSKETbIe
OCTpBIC PeCIIMPATOPHBIC MH(PEKIINH.

Ta6nunuya 1. Mokaszatenun UMMYHOrpamMmMsbl nagueHTa B 6-mecss4YHOM Bo3pacrte

lNMokasaTtenu EAWHULIBI U3MepeHus PedepeHcHble 3HaYeHUs Pesynbrart
O6LLee YUCNO NENKOLMTOB x10°%/n 6,8-10 7,2
NnmooumnTsl % 50-60 43
ABCONMOTHOE YUCIO NTMMIOLMTOB x10°/n 2,9-51 3,096
CD3 (T-numboumnTbl) % 47-76 69
x10°/n 1,8-3,0 2,136
CD4 (T-xennepbl) % 33-46 44
x10°%/n 1,0-1,8 1,362
CD8 (T-cynpeccopbl) % 17-30 28
x10°/n 0,8-1,5 0,866
CD16 (np1poAaHble Knnnepsbil) % 12-23 25
CD19 (B-numdoumTbl) % 17-32 19
x10°/n 0,7-1,3 0,588
NPU (Tx/Tc) 1,0-1,4 1,5
HCT-Tect % 4-14 4
darounTapHas akTMUBHOCTb % 40-70 32
darounTapHoe Yncno 8-12 8
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Takum 06pa3oM, KIMHUKO-aHAMHECTUUECKUE KPU-
TepUU U Pe3yJbTaThl MPOBEIECHHbBIX UCCAEAOBAHUI MO-
3BOJIMJIM AyMaTh O HATMYKUM y peOEHKa HEMTOJIHOIO CUH-
apoma u JIxxopmku (CUHAPOM JeJiellui XPOMOCOMBI
22q11.2). YautsiBas HEBBICOKMI MH(EKITMOHHBIN WH-
JIEeKC, a TaKKe TICPUOANICCKI HaOTI0JaeMble HOPMaJTh-
Hble TMOKa3aTeau JuM@ouuToB B nepubdepruyeckoii
KPOBH, MOXXHO IyMaTb O 0JIarONMPUSITHOM IIPOTHO3E IS
JAHHOTO IMallMeHTa B IJIJaHE HUBEJIMPOBAHUS B JaJIb-
HeUIleM UMMYHOJIOTUYECKOU HETOCTATOYHOCTH.

IIpuBeneHHbIN ciiydyail 1eMOHCTPUPYET CAOXKHOCTD
IUATHOCTUKY cuHIpoMa du JIXKopaxKu y neTei, Tak Kak
npu HernojHoM CJIJI, compoBoKaaloleMcsl yMepeH-
HBIMA WA HE3HAYUTEIBbHBIMU WMMYHOJIOTMYECKUMU
1 METabOIMICCKIMU HapYyIICHUSIMHA, Ha TIEPBBII TUTaH
B KMHMYecKkoi KaptuHe Boixoaut BIIC. B nHabmona-
€MOM CJIyJae 3TO IPUBEJIO K OrpaHMYCHHOMY HaOJII0-
JNEeHUIO TallMeHTa y KapauoxupyproB. HecMmorpst Ha
CTaOUJIbHOE BBHISIBICHME JIUM@OICHUM TPU reMaToI0-
TUYECKOM OO0CJIeIOBaHMM, TALIMEHTY HE MPOBOAUIOCH
MOBTOPHBIX MCCJIEAOBAHMI MMMYHOrpaMMbl, MapaTu-
PEOMIHOTO TOPMOHA, He KOHTPOJUPOBAICS YPOBEHb
CBIBOPOTOYHOTO KaJTBIIHS.

HeobxommMo akKIleHTHpOBaTh BHUMAaHWE Bpadei
W pOIWTEJICH TaKMX IMAIIMEHTOB HAa KOMITICKCHOM Ha-
OMfomeHNN 3a PeOCHKOM TEeIUaTpOM, MMMYHOJIOTOM,
SHIOKPUHOJIOTOM 1 KaparOoJIOTOoM ¢ IpoBeacHueM Y3
TUMYyCa, MOHUTOPHUPOBAHMEM MMMYHOJIOTUYCCKUX I10-
KaszaTeJseit, ypoBHS IMapaTropMoHa, KajabLus U (pocdopa.

C y4eToM pacnpoCTpaHEHHOCTHM CUHApOMA Jeje-
1 xpomocomnbl 22ql1.2 y nereit ¢ BIIC xomruiekc-
HBII TTOAXO0J K 00CJIENOBaHUIO MALIMEHTOB C KapIno-
JIOTMYECKOW MaTOJOTUEN TOJIXKEH BKIIOYaTh HE TOJBKO
IUHAMWYECKOe HAOIIONeHUE Y3KUX CITEIIUAIICTOB, HO
W TIpOBEACHME WMMYHOJIOTMICCKON M TEHETUIECKOM
ITUATHOCTUKMU.

KopeHtok O.C.", Spowuescebka T.B.", CamorvineHko L.,
bapaneni T.B.?

A3 «AHinponeTpoBCbka MeanyHA akaaemis MO3 YkpaiHy,
M. AHINpo, YkpaiHa

?K3 «AHINpOoneTpoBChKA AUTIHA MICBKA KAIHIYHQ AIKQPHS N2 2
AOP», M. AHIMpoO, YkpaiHa

OCOBAUBOCTI AIATHOCTUKU TA TAKTUKU BEAEHHS
MALLIEHTA i3 CUHAPOMOM Aj AXXOPAXI

Pesiome. Y cTaTTi HaBeneHO BUIIAJ0K BJACHOTO KJIiHIYHOTO
crioctepexeHHs: cuHapomy Jli JIxkopmki (CUHApOM aenenii
xpoMocomu 22q11.2) y nutuHu. BindHauyeHo 0co6IMBOCTI TIe-
peOiry 3aXxBOproBaHHSI 3 JOMiHYBaHHSIM KJIIHIYHOI CUMITTOMA-
THUKY BPOIKEHUX BaJl Ceplisl, CyAWH i JiereHiB. HaBeneHuit Bu-
MafoK IEMOHCTPYE CKIIAMHICTh iarHOCTUKN HETTOBHOTO CUH-
npomy i JIxKopaxi 3 MTOMipHUMUA iMyHOJIOTIYHUMU TTOPYILEH -
HSAMU 1 TIEepiOAMYHOIO TinokajblieMielo. TakTuka BeaeHHsI
nauieHTa MoBMHHA OyTH OPiEHTOBAaHA HE TiJIbKU Ha XipypriuyHy
KODEKILiI0 BPOMIXKEHOI Baau cepls, aje W Ha MpodilaKTUKy
MOBTOPHUX iH(PEKIIMHUX 3aXBOPIOBAHb i TiMOKAJIBIEMIi, 1110
3arobirae yckjaajaHeHOMY Tiepebiry XBopoou i BUSHAYA€ MO3U-
TUBHUM POTHO3.

Kurouosi cioBa: cunnpom i Ixkopaxi, BpOIKEHU iMyHO-
nediuuT, TiTy.

Taktuka Benenus mauveHTa ¢ CJIJ1 nomkHa OBITH
OpPUEHTUPOBAaHA HE TOJBKO Ha XMPYPTUUECKYIO0 KOp-
pexuuio BITC, Ho 1 Ha TpodUIaKTUKY MOBTOPHBIX MH-
(beKIIMOHHBIX 3a00J€BaHUN U TUIOKAJIbLMEMUU, YTO
MpeaynpexaaeT OCIOXHEHHOe TeueHue 3a00JIeBaHUs
1 3HAYMTEJIBHO YIYYIIaeT ITPOTHO3 B OTHOIIIEHHUH TIPO-
JTOJDKUTEIBHOCTY 1 Ka4eCcTBa KM3HU pebeHKa.
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FEATURES OF DIAGNOSING AND MANAGING A PATIENT
WITH DIGEORGE SYNDROME

Summary. The article presents a case of own clinical obser-
vation of DiGeorge syndrome (22q11.2 chromosome deletion
syndrome) in a child. The features of the disease course with
the dominance of clinical symptoms of congenital malforma-
tions of the heart, blood vessels and lungs are noted. This case
demonstrates the difficulty of diagnosing incomplete DiGeorge
syndrome with moderate immunological disorders and tran-
sient hypocalcemia. Patient management should be focused not
only on the surgical correction of congenital heart disease, but
also on the prevention of recurrent infections and hypocalce-
mia, which prevents the complicated course of the disease and
determines a favorable prognosis.

Key words: DiGeorge syndrome, congenital immunodefi-
ciency, children.
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