Kypckuii nayuno-npaxmuueckuii gecmuux "Yenosex u e2o 300posve”. — 2019. — Ne 3.

VIK 616.438-007.21-08-071.2-053.1 DOI: 10.21626/vestnik/2019-3/06

BPOXXJEHHBIN ITOPOK CEP/JAIIA NP CUHAPOME MUKPOJEJIEIINU 22 XPOMOCOMBI:
KIIMHUYECKOE HABJJIIOAEHUE

© BopByas A.O., Kpupauna H./l., XmerxeBckaa H.I'., Marsuenko E.B.

Kypckmit rocymapcrBeHHbIIT MequumHcKmit yausepcuter (KITMY)
Poccus, 305041, Kypckas obnacts, 1. Kypcek, yi. K. Mapkca, 1. 3

CunpnpoMm meneunu 22-it XxpoMocoMsl (curapom [u [[KOPIKM) — 3TO COBOKYIIHOCTh MOP(OIOTMUECKUX, UMMYHOJIO-
TUUECKUX U HEBPOJIOTUUECKUX M3MEHEHMIT, KOTOPbIe IBIA0TCA ciaencrBueM del22q11.2. B TunuuHoM ciydae qaHHas ma-
TOJIOTMSL TIPENCTABISET COOOI TPUANY CHMIITOMOB, BKIIOUAOIIYIO: BPOKIAEHHBI TOPOK CEPILA, TUIIO- VM allJIa3UI0 BI-
JIOYKOBOI1 JKeJI€3BI U TUMOKANBIMEMUIO, KaK CJIEACTBIUE TUIOILIA3MM TapAIlUTOBUAHOI sKene3bl. CuuapoM Ju [Kopmku
M3MEHUUB B CBOMX IPOSIBJIECHUAX U CTEMEHN UX BBIPAKEHHOCTU, UTO OOBICHSIET TOT (AKT, UTO STOT CMHAPOM UMeEET He-
CKOJIBKO Ha3BaHMIT, HauboJIee M3BECTHBIMIU 13 KOTOPBIX SBIISIOTCS BEJOKApAMO(alMaIbHbll cuapoM, cuuaapom [npuHt-
ueH, cuanpoM Kaitepa. B craThe ommcan KIMHUUECKUIT CIydail BPOXKIEHHOrO MOPOKA CepAlla y pebeHKa 8 MeCsaleB, y
KOTOPOTo OBUT QUATHOCTUPOBAH CUHAPOM MUKPOIENEUY 22 XPOMOCOMBI, €r0 OCHOBHBIE KIMHUUECKIUE TIPOSIBIEHNS, 0CO-
OEHHOCTY OUATHOCTMKY ¥ METOMBI JieueHust. TaKTUKa BeleHus mauyenTa ¢ cuaapoMom Ju [KOp:KM MOJLKHA OBITh COOT-
BETCTBYIOIIEN KIMHMUECKAM PEKOMEHIAIMAM U CTAHIAPTAM OKAasaHUsA MEIMUHCKON ITOMOIIM U OBITh OPUEHTUPOBAH-
HOI1 He TOJNBKO Ha XMPYPTUUECKOE KOPPEKLIMIO BPOKIAEHHOrO MOPOKA CEPMLa, HO M HA CBOEBPEMEHHYIO CTAOIIM3AIINIO
T-KJIETOUHOTO 3B€HA MUMMYHUTETA, IPENyIPEKIeHIE PELMINBOB NHQEKIIMOHHBIX 3a00I€BAHUIL, UTO CIIOCOOCTBYeT OJia-
TONPUATHOMY TEUEHUIO GOJIE3HU, YIYUILIEHNIO KaueCTBa KM3HU MAIMEHTOB ¥ OIpeesaeT GIaromoIyUHBIl IPOTHO3 B
Oymyiem.

Knrouessie cioBa: cuuapom [Iu [xopmku; nenerus 22q11.2; BpoKIeHHbIE IOPOKM CEPIILIA; TETU; XPOMOCOMHBIE (0-
JIe3HIL.
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Cuuppom du Txopmxu (CO) aBiaseTcs Bpox-
OEHHBIM 3a00JIeBaHIMEM UMMYHHO CUCTEMBI, KO-
TOpOe KIMHWYECKN OIpeesseTcs KaK IepBUUHBIN
UMMyHOIeQUIIUT ¢ MOpakeHUeM T-KJIeTOUHOTro
3BeHa MMMYHHTETAa B COUETAaHUM C a- VM TUIIO-
ITa3ueil MapaniuTOBUIHBIX KeJle3, BPOKIECHHBIMI
nopokamu cepaua (BIIC) m wacTeIM BBIABIEHUEM
mrcMopdu3Ma JIMIEBOVT wacTy ueperna. Y O0Jb-
[ITHCTBA MMALIMEHTOB IIPOMCXOOAT 3aMepKKa puau-
YEeCKOI'0 ¥ IICUXOMOTOPHOTO PasBUTHM, HapyILIeHNEe
KOTHUTUBHBIX QyHKIMIL. [JaHHAs HO30JI0TUS BIIEP-
Bble OblTa ONNMCAHA aMEPUKAHCKUM I1€JUATPOM-
sumokpuHonorom Di  George Angelo Mario
B 1965 rony

ITo pesynpTaTaM MHOXECTBEHHBIX MOJEKYJISIp-
HBIX M IUTOTEHETUUECKUX WCCIEeNOBAHUIT OBILIO
ompeneneno, uro del22qll.2 sBisercs BemyLINMM
atmosornyecknm Pakropom CHI m BcTpeuaercs
cropagmyecku 6ojee ueM B 90% ciyuaeB. AHaMM3
06pa3u0B JHK marnmeHTOB BBIIBUJ, 4TO B 85-90%
CJIydaeB BBIMTAJAIOIINI YUACTOK SIBIGETCI OJHUM U
TeM >Ke. XpPOMOCOMHAas MyTalus OIIpenesseTcs
MeXay ydacTkamu D225427 na 22q11.21 n D225801
Ha 22q11.23. PaboThl mociaemHMX JIeT, IMOCBAILIEH-
uele C/IJ], cBUAETENbCTBYIOT O MHOT0O0Opasum My-
TAI(MI [IPU TAKOI KOMOMHALINY KIMHUYECKUX IIPO-

aBiaeHuit. OnycaHpl cIyday CUMIITOMOKOMILIEKCa
CA mpu joxanmm3anuy meJenuy U B IPYTUX Xpo-
mocoMax — 10p13, 17p13, 18q21. Ilo maHHBIM JKTE-
patypsl, 1o 5% nereit ¢ BIIC nmeloT Takyio XpoMo-
COMHYI0 aHOMAJINIO.

HanHas mnaToyormsg BCTpPEYaeTcsI y OXHOTO
u3 4000-6000 HOBOPOXIEHHBIX, IIOJIOBOI M 3THIYE-
ckoit mpenpacnonoxenHoctu k CIIJI He Habmroma-
ercs [2, 3].

B pesyubrare del22q11.2 mHapyIaeTcss BHYTpU-
yTpOOHOe pa3BUTIE TPETHETO U UETBEPTOTO IJIO-
TOYHBIX KApMaHOB, M3 KOTOPHIX Ha IIIeCTON Heele
BHYTPUYTPOOGHOTO pasBUTHUI B HOpMe (HOPMUPYIOT-
cs1 BUJIOUKOBAS M IapallMTOBUIHBIE >Keye3nl. Kpo-
Me TOTO, IOpPa’KalTCd COCEIHNE OpPIaHbl, YTO BBI-
paxaercs mucMOpM3MOM JIMIAa: TUIIOILIA3UENT
HIDKHEN UeJIIOCTH, paclielieHne Heba U BepxHeN
ry0Obl, HU3KUM pAacIojoxeHueM, nedopmanment
YIIHBIX PAKOBUH U Opyrumu gedexramu. Y 2/3 nme-
reit ¢ CA0 guarunoctupyrorcs BIIC — gedexr mex-
SKeJIYJIOUKOBOI meperoponku, Terpama Pamro, o1-
KPBITBIIT GOTAJTIOB IIPOTOK, OYIUIMKALIMSI AYTU aop-
THI, KOApKTalMsA aopThl. [MarHocTuka MaHHBIX II0-
POKOB BO3MOJKHA €Il[e B [IEPMOie BHYTPUYTPOOHOTO
PpasBUTHA ILUIOAA IIPY IIPOBEIEHNUN YIBTPA3BYKOBO-
ro ucciemoBanus [1, 2].
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Knunuueckast meduyuna

JlnarHos3 CTaBUTCS HA OCHOBE KIMHIYECKON
KapTUHBI ¥ JAaHHBIX JaO0PATOPHBIX MCCIIETOBAHNIL.
HauGosee uacThIM KIMHUUECKUM IPOSIBJIEHUEM
3a00JIeBaHMsI SIBIISIETCSA TUIIONAPATUPEO3, B CBSI3U
¢ yeM Hambosee yacteiM gebrorom CIJ] aBigioTcs
TOHMKO-KJIOHNUECKUE CyHOPOTM B IEPUOJE HOBO-
POXXIEHHOCTM BCJIENCTBME PA3BUTUSA TMIIOKAIBIN-
emun. J[TUTeNbHAs TUIIOKAIbLMEMUS SBISETCS
MPUYMHON HAPYLIEHNUS POCTa U Pa3BUTUS peOeHKa,
[aTOJIOTUYM KOCTHOM CHUCTEMBI, MHOKECTBEHHOI'O
Kapmeca 3y0oB. B Goiyee mosmHeM mepuome SKU3HU
OHa MOKET CTaTh IMPUUMHON BTOPMYHOTO CUHIPO-
Ma ymiauHeHHOro mHTepBasa Q-T, KeyqOUYKOBBIX
apUTMMII M BHE3AIHOV KOpOHapHOI cMeptu (7, 8].
Taxkum o6pasom, Ha nporuos teueruss CII okasbi-
BaeT BJINMSHIE YPOBEHb BBIPAKEHHOCTU He(eKTOB
CEpIEYHO-COCYAUCTON ¥ SHIOKPUHHON CUCTEM U
CTeIeHb UMMYyHOIePULUTA.

Jleuenne C[IJ] HampaBieHO Ha KOpPPUTMPOBA-
HIE OCJIOKHEHNIT, BOSHUKAIOIINX B OIpEeIeHHbIE
MOMEHTBI KU3HM IMAlMeHTa, OOJBIINHCTBO IeTelt
TpeOyIOT OIepAaTMBHOIO BMELIATEIHCTBA PA3JINY-
HOJI CTEIIEHL.

B kauecrtBe mpuMepa NPUBOAUTCA KIVHIUE-
ckuii ciaydan cuaapoma du [Hrop oK.

Hesouxa I0., 2018 200a poxoeHus, HAXOOUTACH
Ha CMAYUOHAPHOM JleueHUuu 6 3 neouampuuecKkom
omoeneHuu 0bracmHol 0emcKkol KIuHuueckol 0oJb-
Huybt ¢ 26.09.18 2. no 05.10.18 a.

Pebenox om Momodvix 300posvix pooumeretl,
Hacneocmeennocmv no CI u BIIC ne omszoujena.
BIIC, cundopom mukpoodeneyuu 22 XpoMocombvl 6bisi6-
JleH Ha 22 Heldeme OepeMeHHOCMU, OM NpPepvi6aHUs
bepemeHHOCMU Mamb omkasanach. Pebenok om 1 Ge-
pemeHHOCMU, npomeKkasuietl ¢ Yepo30ti NpepvleaHus
Ha 21 Hedere, om 1 cpouHvix podos. Bec npu poxcde-
Huu — 3040 2, pocm — 51 cm, oyeHka no wkane Aneap
6-7 O6annoe. Ilogedena MAKMUNTLHASL CMUMYTAYUS,
Kuciopodomepanus Mackot, nepegedena 6 omoeseHue
peaHumayuu u unmencuenoii mepanuu (OPHUT), c
1 cymox Hauamo 3HmepanvbHoe numaxue, UHPY3UsL
npocmaznanouna E, anmubakmepuanvhas mepa-
nus —  AMRUYWITUI+cynvbakmam 75  Me/ke/cym
6HYMPUBEHHO.

Peanumayuonnotii 6pueadoti ckopoil nomowu ne-
pegedena 6 HayuHbviti MeduyuHcKuil ucciedogameib-
cKutl yenmp cepoeuro-cocyoucmou xupypeuu um. ba-
kymesa (HMUL] CCX um. Bakymnesa) 0nst npogedeHus
onepamueHoz0 6Meuamenbcmeaa.

Ilpu nocmynmenuu ¢ HMUIL] CCX um. Baxynesa
00eKMuUBHO: 00ujee cocmosiHue KpatiHe msdicesoe.
Bec — 3000 2 (-40 2), pocm — 51 cm. KoxHbie noxpogut
OmedHvie, 6GuduMble crusucmovie OreOHO-PO306bie.
Brasxcnocmyv koxcu HopmanvHas. Pasmepvr 6omvuwiozo
poonuuka 0,5 x 0,5 cm. I'pyoHas kremxa npaguirvHot
Popmui, pasHomepHO 08uxcemcss npu Ovixanuu. vixa-
Hue 2mybokoe, pummuuHoe. B nezkux Ovixanue nys-
punvHoe, xpunog Hem, Y/ — 64 ¢/mun, SpO2 — 98%.
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Tonvl cepoya pummuuHbvie, | MOH HOPMATLHDL,
I mon ycunennwiii, YCC — 148 6/mun, AL — 80/40 mm
pm. cm. XKueom msekuii, 6e300e3HeHHbIT NPU NATTb-
nayuu. Huxcnuti kpail neuenu eévicmynaem Ha 3,5 cm
U3-n00 Kpast pebepHotl dyeu, cele3eHKa He NATbnupy-
emcs. Cmyn, ouype3 6 Hopme. I'masa omxpvieaem,
DeaxKyus 3pauKos Ha c6em HUEAs.

ITo  Oannvim  amekmpoxapouoepaguu  (IKT)
(18.07.2018): pumm cunycosviti, YCC — 162 6/MuH,
a/eKkmpuueckass ocb cepoya OMKIOHEHA 6npaso,
PQ —0,11c, QRS - 0,09c, QRST — 0,28c.

ITpu npogedenuu R-zpaguu opeanos epyoHOL
kremku (om 17.07.2018): menvb cepoya waposuoHot
Popmul, omeumbiii CUHOPOM, KAPOUONATUSL.

Ixoxapouozpagus (18.07.2018): neswiil xemydo-
yek: KOHeuMblll ouacmoyuueckuii o6vem 48 MJI/MZ,
KOHeuHbiti duacmonuueckuii pasmep 1,8 cm, gpaxyus
6viOpoca 66%. MumpanvHbviil KIanam — CmMeEoPKu no-
Osuscuble, pubposnoe komvyo 12,8 mm (N — 11,2 mm),
peeypeumayusi 1+ AopmanvHulli KnanaH — 06Y-
cmeopuamblil, packpvimue noiHoe, pubpPo3Hoe KOTbYyo
7 mm (N = 7 mm). IIpaguiil sxcenydouek u npagoe npeo-
cepoue ysemuuenvl.. Kmanan mezounoii apmepuu
He usmeHeH, gubposnoe komvyo 11 mm (N — 8 mm),
peeypeumayusi 1+. Jlecounas apmepus pacuiupeHa.
TpukycnuoamvHbLll KIanaHw — CMEOPKU YOTUHEHDbL,
¢Pubposroe korvyo 14,3 mm (N — 13 mm), peeypeuma-
yus 1+. IlepumembpanosHuviii dehekm Mexcncenydou-
KO0t nepezopoOku 8 MM, UeHMParbHuil Oepekm
MexcnpedcepoHoti nepecopooku Il muna 7-8 mm, mum-
PATbHLL NOPoK cepoya 1,6 MM, omKpvimbiil aop-
ManbHblil NPOMOK 8 MM.

Yuumuwieas anamomutro dykmyc-3agucumozo BIIC,
Kpumuueckoe coCmosHue nayueHma, ObLI0 NPUHIMO
peuieHue o npogedeHuu onepamusHozo meuerus BIIC.

23 wons 2018 eoda npousgedeHa onepayus
no ycmpaHenulo nepepviéa 0yzu aopmol, NJIACMUKU
deekma MencHery0ouKogoti nepezopoOKuU KceHone-
PUKapouanvbHol 3aniamoti, yMeHbuUleHUe PA3MePos
Oepexma medcnpedcepdHoti nepezopooku, 6 YCIOGUSIX
UCKYCCMEEHH020 KPOBOOOpAUeHUs, 2unomepmMuu U
Papmaroxoro0o6oti KPUCMALIOUOHOL Kapouonreeuu.

ITocreonepayuonHbLii nepuoo OCTTONHCHUIICS
cepOeuHo-secouHot HedoCmamouHoOCMbio u
HUBJI-3a6ucumoii nHesMoHuUel.

ITposederno neueHue: easzonpacmat, aopeHATUH
¢ 23.07-20.08.18, nanunpyc 1 me/xe/cym 23.07-18.08.18,
sepownupor 4 me/xe/cym, gypocemud 1-2 me/xe/cym,
HeoOHOKpamHoe  nepenusanue  IPUMpPoyumapHoil
Mmaccevl U ceexce3amoporxcenHou niuasmul 23.07, 31.07,
10.08, dexcamemason 0,3 Meke/cym, aHmu6aKmepu—
anvHas mepanus: AMNUYUTLTTUH+CYTIb0aKmam
75 me/ke/cym, 6akmnepa3on 60 me/ke/cym, amMuKkayuH
20 me/ke/cym, nomumuxcun B 1,5 me/ke/cym, yegpma-
3udum 80 me/xe/cym, ¢rykonasom 5 me/xe/cym, um-
MyHoemob6ymun Ne 3 1 mn/ke/cym.

ITpu mabopamopHom uccredo6anul OMMeuasuch
cHuxeHue zemoezrrobuna (Hb) oo 103 o/n, apumpoyu-
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moe do 3,32 x 10%/n, ducdymryus senamobunuaprozo
mpakma 3a cuem nNOGbIUWEHUS YPOBHS Acnapmama-
munompacgepasvr (ACT) do 153 Ed/m.

Buvino nposedeno uncmpymenmanvHoe Uccciedo-
eanue: IKI' (23.08.18) — pumm cuHycosuil c
YCC - 152 6/muH, xommeposckoe MOHUMOPUPOSAHUE
(02.09.18) — cuHycosbili pumm co cpeoHeCYMmoOUHO
UCC - 143 6/MuH, npexodsujas CUHOAMPUATLHAS
6nokada 3 cmenenu, 3agukcuposanvl 44 sxcmpacu-
cmoubl, R-zpagus opearnos epyoroti knemxu (27.08.18):
HUOKOCMU 6 NIIEBPATbHOU NOTOCMU Hem, HeboIbuioe
ycuneHue J1e204HO20  PUCYHKA;  IXOKApOuozpagpus
(27.08.18) — udkocmu 8 nepukapOUATbHOU NOJIOCMU
Hem, @pakyus vlbpoca J1egozo xenyoouka 64%, 3a-
nrama GuKcUpo6aHa, PeKaHaru3ayus 6epxHezo Kpas
3anaamvl — 2,6 MM.

Yuumuvieas cmabunusayuro cocmosnus 05 0anv-
Heliulezo JieueHus pebeHOK 6 CONPOBONCOeHUU peaHu-
MayuoxHoti 6puzadvi nepesedena 6 OPUT O/IKP.

ITpu nepsuunom ocmompe 6 cmayuoHape: obujee
cocmosiHue msjicernoe, memnepamypa mena 6 HOpMe.
Kopmumcst uepes 30H0 cmecvto Ppuconak no 60 miu
uepe3 Kaxovie 3 uaca. IlomoxeHue mena aKxmueHoe.
Bec — 3150 2p (npubaska 150 ), pocm — 54 cm, Genko-
60-3HepeemuyecKas He0OCMAmMoOuHOCMb 3 cmeneHu
(Oepeyum e6eca 35%), pazsumue zapmonuunoe. Kox-
Hble NOKPOBbL, 6UOUMble Clu3ucmole OnedHble ¢ Mpa-
MOPHBIM PUCYHKOM, NOCTEONepayuoHHbLU W06 6 00-
Jacmu  2pyouHvl. BrajcHocmbv Koxu HOPMATbHAS.
Typeop mxaHeti yoosnemsopumesnvHuiii. Tonyc Mvluy
cHuxceH. [pyoHas xmemka OefopMuposana G0pPOHKO-
06pasHas, OucniIacmuueckas, pagHoOMepHo J8uicemcst
npu owxanuu. [vixanue 2my6okoe, pummuuHroe. B
JleeKux —OviXamue Jecmikoe, Xpunvl NpPoGOOHble,
Ui — 52 ¢/mun, SpO; — 98%. Townwvt cepdya pummuu-
note, YCC — 127 ¢/mun, Al — 80/40 mm pm. cm. Ku-
6om MseKuil, Ge30omesHenHbili npu namvnayuu. Ile-
ueHb Ha 1,5 cM 6vicmynaem u3-nood kpas pebepHoll
Oyeu, cenezenka He namvnupyemcs. Cmym, ouypes 6
HopMe.

ITpu npogedenuu OuHamuueckozo 1abopamopHozo
uccme008aHUs OMMeUaemcs HOPMATU3AYUSL YPOGHS
Hb (114-121 2/n), npu oyeHke KUCTOMHO-U4ETIOUHOZO
COCMOAHUS BbIAGNIeH Ayudo3 3d cuem pH - 7,204,
pCO;z — 49,8 mm pm. cm., pO, — 44,9 mm pm. cm.,
[HCOs] - 19,8 mmomnv/n, BE.gf 84 mmonv/n,
SBC - 17,7 mmonv/n, BE, — 7,8 MMOI/IL.

ITo oannvim Y3U cepoya: AK 7,0 mm, cmeopku He
U3MeHeHbl, CMblKaHue noJsHoe. [[yza aopmoi 6e3 oco-
6ennocmeti. MI'IT na nepewetike 7,5 mm pm. cm. ITo-
nepeunas O0yea aopmovli 8 Mm. Knanan mezounoti ap-
mepuu 12 MM, cm6EOPKU NPomabupyom, cMmvlKanue
Hedocmamounoe. MumpanvHoiti knanan 13 MM
CME0PKU He U3MEHEHDbl, CMblKaHue nosHoe. Tpuxycnu-
OanvHulll Knanan — 13 MM, cmeopKu ymosujeHbl no
C60600HOMY Kpaw, nponabupyiom, cMmvlKaHue Heoo-
cmamouHoe. Pezypeumayus 3+ Knanau mecounoeo
cmeona He usmereH. CpedHee cucmonuieckoe 0aee-

Hue Ha yecouHom cmeose 40 mMm pm. cm. Mesxcnpeo-
cepoHas nepezopooKa: 2 MennpedcepOHbLX cOYCMbs NO
1 MM 6 ob6acmu 06avbHOl AMKU. Medxcucenydouxosas
nepezopooka yenocmuas. l'unepmpoguu muokapoa
Hem. ITepukapo e uzmenen. Koneunwiii ouacmonuue-
ckuii pazmep npagoeo xenyoouka 11 mm, Koneurwiii
Juacmosuueckuti pazmep J1e6ozo ienyoouka 23 M.
Koneunuwiii cucmonuueckuii pazmep sie60eo jcemwyoouka
16 MM. Pasmep J1e6020 npedcepous
16 mm. [JonomHumenvHbix 00pasoeanuti 6 cepoye Hem.
Ppaxyus evibpoca 61% (cHusumacvy Ha 5%), ppaxyus
yKopouenusi 31%. MONTUUHA MeXCHEeTYOOUKOBOT nepe-
eopobku 3,0 MM, MONWUHA 3A0Hell CMeHKU JIe6020
Hemyoouka 4,0 MM, MOTUUHA nepeOHeti CTeHKU npa-
6020 xwemydouka 3,0 mm. 3axmoueHue: MUMPATbHLT
NOpoK cepoya, ymepenHoe cyxceHue O0yeu aopmol, He-
docmamouHocmy KIANAaHa Jie20uHOU apmepuu, Heoo-
CMamouHocmy MPUKYCNUOATbHO0 Kianaua. Yme-
peHHas ob0veMHas nepezpy3ka 6cex Kamep cepoya,
NpeuMyujecCmeenHo Jie6020 Henyoouka U npagozo
npedcepous.

Ocmompena kapouomozom (05.10.18), 6vira npo-
u3eedeHa Koppekyus mepanuu.

IIposedeno meuenue: gpuconax 70 ma 8 pas 6
0eHb, UHMEHCUBHAA mepanus 26.09.18, Kucnopobome—
panus uepe3 Hocosbie kKanwonu 0,5 1/mun 26.09.18, ge-
POWNUPOH 6 Me 2 pa3a 6 OeHv, pypocemud 2 me 2 pasa
6 OeHb, acnapkam % mabmemku 2 pasa 6 0eHb, a3um-
pomuyun 0,8 Mt 2 pasa 6 OeHv.

Ha ¢one neuenus obujee cocmosHue Yuyuuunocy,
ommeuanacv npubaska 6 eece 140 e, numanue yoep-
HUeana, He cpvieusana. B nmeexux Ovixanue nyspusb-
Hoe, xpunoe Hem, Y/I — 33 6/MuHn, moHuvl cepoya pum-
MUYHble, KOPOMKUL CUCMOIUYECKUL WYM C/le6a
om epyounv, YCC — 120 e/mun, AQ — 80/50 mm
pm. cm., SpO; — 96%. Pebenok Ovur 6vinucan 8 yoo-
671EME0PUMETLHOM COCMOAHUU.

Takum o6pasoM, y JAHHOTO MarueHTa HaGIIo-
JaJIoCh CEpbe3HOe IPOSBJIEHME CHMHApPOMa MUKpPO-
mejxenuu 22 XpOMOCOMBI — BpPOKIEHHBIN IIOPOK
cepana. B takoM ciiydae mokasaHO TOJIBKO oOIlepa-
THBHOE JIeUeHIe B KpaTualillle CPOKU II0CTIe POXK-
IEeHNSI, UTO KapAMHAJIBHO YJYyULIaeT IIPOMOJIKMU-
TeJIBHOCTh ¥ KaueCTBO >KM3HMU IMallMieHTa, HO He ra-
PaHTUPYeT IIOJHOTO BBI3LOPOBJIIEHNS, TaK KaK IIpK
COO B mepByio ouependb IMOpaskaeTcs MMMYHHas
cucrema. IlosToMy B IepcrieKTMBe HeOOXOAMMBI
OUMHAMUUYECKOe HaONIoeHre I0Ka3aTejeil aKTUB-
HocTM T-KJIIETOUHOTO 3BeHa MMMYHUTETa M €ro
KOppeKIus mOpu OOHAPYKEHUU I1aTOJOTMUECKUX
U3MEHEHUIL.

KOH®JIMKT MHTEPECOB

ABTOpBI JeKJIapUpPYIOT OTCYTCTBYE SBHBIX U IIOTEH-
UMAIbHBIX KOH(QJIMKTOB MHTEPECOB, CBSI3AHHBIX C IIy0-
JIMKAaIMe HaCTOSII e CTaThI.

JIMYHBIN BKJIA]T ABTOPOB
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Knunuueckast meduyuna

Bopsynb A.O. — aHANMM3 M MHTepIIpeTalys JaHHBIX,
Kpusouua H.[., MarBuenko E.B. - npoBepka kpuruue-
CKMI  BRKHOTO  UMHTEJUIEKTYaJIbHOTO  COMEp KaHUd,
XmeneBckag W.I. — okoHuaTeJIpHOE yTBEp)KIEHUE I
NyOAMKAUUY PyKOIIVICH.

NCTOYHUKU ®PMHAHCHUPOBAHUA

ABTOpr 3a9BJIAI0T 00 OTCYTCTBUN (bMHaHCI/IpOBa-
HUA.

COOTBETCTBHME ITPMHIIUIIAM 3THUKU

3aKOHHBIIT IPeNCTaBUTENb (MaTh) pacCMaTpUBaEMO-
ro IalyeHTa IoIucal MHPOPMIPOBAHHOE corIacue Ha
MyOIMKALNIO Pe3yJIbTaToB 00CIeXOBAHNS I JIeUeHI.
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CONGENITAL HEART DESEASE IN CHROMOSOME 22 MICRODELETION SYNDROME:
CLINICAL OBSERVATION

© Vorvul’ A.O., Krivdina N.D., Khmelevskaya 1.G., Matviyenko E.V.

Kursk State Medical University (KSMU)
3, K. Marx St., Kursk, Kursk region, 305041, Russian Federation

The chromosome 22q11.2 deletion (DiGeorge Syndrome) is a set of morphological, immunological and neurological
changes that are a consequence of 22q11.2 deletion. In a typical case, this pathology is a triad of symptoms, including: con-
genital heart disease, hypoplasia or aplasia of the thymus gland and hypocalcemia which is a consequence of hypoplasia
of the parathyroid gland. DiGeorge syndrome is variable in its manifestations and the degree of its severity, which explains
the fact that this syndrome has many names, the most famous of which are Sprintzen syndrome, Kyler's syndrome, facial
and conotruncal abnormalities. The article describes a clinical case of congenital heart disease in a child of 8 months, who
was diagnosed with 22 chromosome microdeletion syndrome, its main clinical manifestations, features of diagnosis and
treatment methods. The tactics of managing a patient with DiGiorge syndrome should meet the standards and be focused
not only on surgical elimination of the defect from the heart, but also on therapy aimed at timely stabilization of the immune
response, prevention of repeated infectious diseases which contributes to the favorable course of the disease and determines
a successful prognosis in the future.

Keywords: DiGeorge syndrome; 22q11.2 deletion; congenital heart disease; children; chromosomal abnormalities.
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