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KIMHUYECKUA CNYYAA CUHAPOMA AENELNN
XPOMOCOMBbI 22Q11.2 (CMHOPOM AW O>KOPLOXWN)

B cTaTbe npeacTaBneH KMMHWYeCKMA ciydan opdaHHOM reHeTUYecKon natonorim = cuHapoMa An Jxopaxun y pebeHka B
HeoHaTanbHoM nepuoge. MNpoAeMOHCTPUPOBaHA CIOXHOCTb CBOEBPEMEHHOW AMArHOCTVKN AAHHOTO OCIIOXHEHWS.
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CLINICAL CASE OF CHROMOSOME 22Q11.2 DELETION SYNDROME (DI-GEORGIE SYNDROME)
A clinical case of orphan genetic pathology — Di Georgi syndrome in a child in the neonatal period is presented. The complexity

of timely diagnosis of this complication is demonstrated.
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naapom [In Txopmku (cunapom du Teopra, [u

Jxopasxa, C/IJ1) Bnepsbie 6bun omcan B 1965 romy
amepukanckuM reguarpom Angelo Maria DiGeorge,
KOTOPBIN OMyOJNKOBAI HECKOJbBKO KJINHUYECKUX CJIy-
4yaeB JleTell ¢ TIOPOKaMU Cep/IIla, TUMONApaTHPeO30M I
uMMyHOeUIUTOM, OO0YCIOBJIEHHBIX BPOSKIEHHDIM
OTCYTCTBUEM MAPAIUTOBUIHBIX Xeje3 u tumyca [1].

Cerogusa mox C/I/l moHnMaioT BPOKIEHHYTO MATO-
gormio (MKB: D 82.1), KoTopast IBJSIETCS CI€ACTBUEM
nesenuu 22-i xpomocombl (22q11.2). DnugemMuonorus
3a6omeBanmst cocrapiser 1 : 4000 — 1 : 6000 HOBOPO-
JKIEHHBIX, HU IOJIOBOIl, HU 3THHYECKON TPEIPACIIOIO-
JKEHHOCTH K JAHHOMY CHHAPOMY He BBISIBJEHO.
Cunraercst uro g0 93 % jgemenuii XpoOMOCOMBI
22q11.2 Bosuukaior de novo, a'y 7 % HatoJiorus Hacje-
JIyeTcss OT POAUTeNeH 0 ayTOCOMHO-TOMHUHAHTHOMY
Ty [2].

Henemna ydactka 22 XpPOMOCOMBI HPHBOIUT K
JIOKQJIBHOI TTOTepe TeHOB, CJIEICTBHEM KOTOPOH SBJIS-
eTcs edeKT MUTPAINU KJIETOK HeHpaabHOTO TPeOH 1
HapyIlienne 3akJaJKu 3-4 TJIOTOYHBIX KAapMaHOB U
dapunreasmbHbIX Iyr, U3 KOTOPHIX (HOPMUPYIOTCS
TUMYC W TIapalluTOBU/IHbIE KeJse3bl [3].

Crextp kanHIYecKuX npossiaennit mpn C/1/] ouenn
MIAPOK, SIBJISIETCS CJIEJACTBUEM TUTOMNIA3WNA UM arjia-
3UNM MAPANTUTOBUIHBIX Kejle3, U YacTO COYETAETCS C
BPOXK/JIEHHBIMI TOPOKAMU CepAIa, MaabgopMariiei
JINTIEBO YaCTH Yeperna U APYTUMHU CTUIMaMU THCIMOPU-
orenesa [4-7] (ta6m. 1).

B nacrositiee Bpemst omucano 6osiee 190 cuMnToMoB
3a60J1€eBaHMsI, KOTOPbIe MOTYT 3aTparmBaTh IPaKTHYe-

CKI BCE OPTaHbl M CHCTEMbI PeOEHKa, UTO 3aTPY/IHSET
nunaraoctuky C/JI [8]. Eme ommoit mpo6Gaemoil mama-
THOCTUKHU SIBJISIETCS TTUPOKAsT BapUAIUs KIMHUYECKUX
npossaenuit C/I/l B pasnoM Bo3pacTe MalfenTa.

¥ noBoposkaennbrx C/I/] yarie BceTo MPOSIBISETCS
COYeTaHNEM BPOKIEHHBIX ITOPOKOB CepAlla W Maru-
CTPATBHBIX COCYZOB, KIOHUKO-TOHMYECKUMU CYI0OPOTa-
MU B IIepBble Yachl U [HU JKU3HU PeOeHKa BCJIEICTBUE
runokaabimeMn  (0COGEHHO TPYAHO MOAZAIOIIEHCS
Koppeknun), uMMyHogeduumutoM (IIpenMyIecTBEHHO
nopaxenne T-XeInepos) U CTUrMaMu JucaMOproreHesa
(npeumyniecrsenno uepena) [9]. Toartomy coueranue
Yy HOBOPOKIEHHOTO JIOOBIX BPOXK/IEHHBIX MTOPOKOB
cep/lla M TUTOKATbIMEMUN SBJISETCS MOKA3aHUeM I
uckmioverns C/[/[ mpm momomnn dayopeciieHTHO
ru6puansaiun in situ (FISH), kKoamyecTBeHHON Myib-
THUILJIEKCHON JINTA3HON TIpo6a-3aBUCHMOil aMIinduKa-
mmn (MLPA), aCGH (cpaBHuUTEIbHON TeHOMHOI
ruGpUAN3AIN) WM TOJHOTEHOMHOTO MHMKpOaHa M3
OTHOHYKJIEOTHIHBIX ToauMopduaMon [10].

B cBsasu ¢ TeM, 4uTO MyOJIMKAINM, KaCAIOIHECs
3agBJIEHHON B Ha3BaHWM JJAHHOM CTATbU T€Mbl HEMHO-
TOYUCJIEHHBI, HIKE TPEACTABIEH KIMHUIECKUN CIydail
CII/l y HOBOPOXKIEHHOTO.
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Tabnuua 1

Haunbonee yacTble KNMHUYECKUE NPosABReHNs cuHapoma Au Jpkopaxn

Table 1

The most common clinical manifestations of Dee Georges syndrome

nOpa)KeHHble opraH unnn cuctemMa

KnuHunyeckue nposisneHus

MIMMyHHas cucteMa: HapyLLeHre NPOM3BOACTBA U (DYHKLMOHUPOBaHMA
T-KNeToK, CenekTMBHbIM fednumnT IgA, ayToMMMYHHble 3aboneBaHus

OT ymepeHHOro (4acTo) Ao TAXeNoro KoMOUHWPoBaHHOro (peako)
MMMYHOLE(PULMTAE, I0BEHUNbHBIM PEBMATOMAHbIN apTpUT

BpO)KD,eHHbIe MOPOKK cepALia 1 MarncTpanbHbIX COCYy0B

Yacto - coyetaHne AMXIT 1 npepsaHHon ayrv aoptsl, AMXI1 1 atpesnun

Nero4Hou aptepuu, obLLMIA NeroYHbIn cTBON; peako — AMIM, TpaHcnosmums

MarmcrpanbHbIX COCyA0B

Jlnueson yepen, HEGO

CTurMbl gavcambpuoreHesa (yAIMHEHHOE L0, MUKPOTHATUS Uin
peTporHaTus, LUMpoKas nepeHocuLa, Mefkye 3ybbl, acMMeTpus nnua npu
nnade, onyLUeHHbIe BHW3 YrOMKM PTa, Ma3HoN runepTenopusm, HU3Ko
nocaxeHHble 1 1eOpMUPOBaHHbIE YLLIHbIE PaKOBUHbI, Oynb6000pasHbIi
KOHYMK HOCa), Beno-thapuHreanbHas HelOCTaTOHHOCTb, BOMYbS NacTb,
3anybs ryba

DHAOKPWHHas

mnokanbumemus, rmnonapaTnpeos, rmnoTnpeos, ﬂquMuMT rOPMOHa pocTa

Bbiclwas HepBHafA AeATeslbHOCTb

3afiep>kKa peqeBoro 1 NCUXOMOTOPHOTO Pa3BUTUS, TPYAHOCTM B 00YHeHUM,
ayT13M, Ncmxo3 (B OCHOBHOM Yy B3pOC/IbIX), CUHAPOM AedULmTa BHAMAHNS

W3 anamuesa: peGeHOK OT MepBOil GepPEMEHHOCTH,
TmpoTeKaBIell Ha (poHe MOCTOSTHHOH yTPO3BI NpephIBa-
HUA, Tpe6oBaBIIel TOCIUTAIN3AINT B CTallnoHap B 6,
10, 22, 30 nenenn. B 21-10 Hegesmo GepeMeHHOCTH ObLT
3anojo3pen cunzipom Jdayna. B 30 nexennp GepeMeHHO-
ctu o Y 3V BBIABIEH BPOXKJACHHDIN MOPOK PA3BUTHS —
tetpasa Damro. Poxaer B 40 Hegenb depes ecTeCTBEH-
HbBIe POJIOBBIE TMYTH. POJBI OCIOXKHAMNCH CyOKOMIIEH-
CIPOBAHHBIM [IICTPECCOM IJT0/Ia, MEKOHMAIBHOI OKpa-
CKOIl OKOJIOILIOAHBIX BOA. Poauinca poHonreHHbril
MaJb4YNK C BHYTPUYTPOoOHOI rumoTpodueii 1 cremenn,
¢ orenkoii mo Amnrap 7-8 6aJioB.

[Ipn ocMOTpe HOBOPOSK/IEHHOTO BBISBJICHBI CTUTMBI
JcaMOpHoreHe3a: MINPOKasl TEePEHOCHIA, THIIEPTeJIO-
PH3M TJIa3 U COCKOB, «KOPOTKAs Tesi», BBICOKOE TOTH-
yeckoe HEO60, MUKPOQTATbMUS, TUMOMJIA3US HUKHENR
YeJIIOCTH, KJIOBOBHU/HBIN HOC, MONEpeYHbIe JIaJ0HHbIE
6oposibl. [Ipu yabTpasByKoBOM 006C/I€I0BAHNN HOBO-
POK/IEHHOTO ObLJI TOJTBEPIKAEH BPOKIEHHDIH MOPOK
cepama: Terpajsa Dasro, AOMOJHUTETBHO BBISBICHBI
npusnaku (Gpuéposa CTPUAPHBIX COCYIOB, HPU3HAKU
M GY3HBIX N3MEHEHNTT TapeHXIMBI TIeYeHN U TelaTo-
MeraJnu. BbLT mpoBesieH ayanoIoTHdecKuil CKPUHIHT,
KOTOPBIIT HOBOPOSK/ICHHBII HE MPOTIET.

C nepBbIX CYTOK KM3HH Y peGeHKa OTMedasach
TPAaH3UTOPHAS TUNOKAJBIINEMIS, MJI0XO0 TO/AAa0a-
SCS KOPPEKI[NH, 9TO MO3BOJHUIO 3ATMOA03PUTH TUTIO-

naparupeos (ra6m. 2). Ha ¢one mocrosnnoi nndy-
3UM KaJbIUs IJIIOKOHATA y peGeHKa COXpaHsiach
TUIIOKAJIBIMEMIST, COTIPOBOJK/1aeMasi 91N30/JaMi1 KJI0-
Huwvyecknx cynopor. Ha 17-e cyTku skusnm y pebenka
BBIsSIBJIeHA TUNOMYHKIMS MUTOBUIHON JKeJe3bl,
KOTOpasi pacileHeHa KaK TPAH3UTOPHBII THIIOTUPEO3,
marueHTy OblJa Ha3HaueH L-THPOKCUH B CTaHAAPTHOI
JI03UPOBKE.

YuurpiBasi HaniuuMe KJIMHUKH THUIIONApaTHPE03a,
THIIOTHPEO3a, KOTOPbIE COYETATNCh C BPOXKIEHHBIM
MMOPOKOM CepJIlla U MHOKECTBOM CTUTM IuCIMOpHOre-
He3a, ObLJIO BBICKA3AHO TIPEIIONIOKEHNE O HAJINYUK Y
pe6eHKa CHHIpPOMaA JAeJelni XpoMocoMbl 22q11.2 —
cungpoma [Iu [Ixopmxu.

[Tposesieno gononHuTenpbHoe obcaenoanue. Ilo
JAHHBIM HMMYHOTPAMMbI B KJIETOYHOM WMMYHUTETE
BbIsABIEHO cHIKeHne T-mumdormros (tabm. 3), orcyt-
CTBUE NHUPKYJUPYIOMUX UMMYHHBIX KOMILJIEKCOB
(ITK). B ryMopajbHOM HMMYHUTETE ONPEAEJANIOCH
camkenne C3, C4 KoMIIOHeHTa KOMILIEMEHTa, CHIKe-
nue IgA. Tlpu orenke cepednoil GyHKIUU TPOSTBIE-
HUST CEPAEYHOI HEOCTATOYHOCTH He HAPACTAIN, HECMO-
TPsSI HAa CHIDKEHHE YPOBHS MO3TOBOTO HATpUilypeTude-
ckoro nentuga (BNP) no 304 nr/ M, TpomoHun coxpa-
Hsics B mpeenax HopMbl — 0,207 wr/ .

YpoBeHb MapaTropMOHA BBISIBJEH HA HIDKHEN rpa-
HHIle Bo3pacTHOH HOpMbI. [Ipu ysabTpasBykoBoM nccJie-
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Tabnuua 2
AvHamMuka nokasarenen 6MOXMMNYECKOro aHanM3a KpoBu
Table 2
Dynamics of biochemical analysis of blood
Ca obwmn, K, MMonb/n Na, MMonb/n Ca++, MMonb/n TTr, MmkME/mn T4, nmonb/n MapaTtropmoH,
MMonb /N nr/mn
Hopma 2,0-2,74 3,5-5,5 135-145 0,8-1,3 0,23-3,4 10-23,2 15-68,3
2 cyTKM 1,62
3 cyTkM 1,94
4 cyTkun 1.24
6 CyTKM 1,66
14 cyTKM 3,9 135,5 0,6
15 cyTkn 1,37 3,9 128 0,6
16 cyTKM 1,42 9,36 13,4
18.cyTkun 1,89 0,87
23 cyTKM 418 132,3 0,86
28 cyTkM 3,86 130,6 1,02 17,1 nr/mMmn
35 cyTkn 3,36 20,4
36 cyTKn 5,5 132,3 0,78
Tabnuua 3
MokasaTenu rymopanbHoro (22 aeHb XXU3HW) U KIETOYHOrO (24 feHb XXN3HU) UMMyHUTETa
Table 3
Indicators of humoral (22 day of life) and cellular (24 day of life) immunity)
lNMokasarenb Hopma 3HayeHue
(C3 KOMTMOHEHT KOMTIeMeHTa 0,82-1,93 0,68
C4 KOMMNOHEHT KOMMNIeEMEHTa 0,15-0,57 0,058
IgA 0,63-4,84 0,33
I9G 5,4-18,2 5.6
IgM 0,22-2,93 0,42
T-numdouunTsl (%) 41-78 34
T-numdouunTsl (ThiC.) 0,9-2,8 1,02
Konuyectso nenkouumtos (r/n) 3,8-5,8 8,9
QarounTapHas akKTMBHOCTb J1EMKOLIMTOB 0,1-0,3 0,28
LinpkynnpyioLime MMMyHHble KOMNIeKCbl 0,012-0,025 0

JIOBAHUM pa3Mepbl NUTOBUIHON >Kesie3bl OblIM B Ipe-
genax  pedepeHTHBIX 3HAYeHHi, Torga Kak
[apalllUTOBU/HbIE >KeJe3bl He BU3YaJU3UPOBAJIUCD,
BBISBJICHBI XOTPU3HAKN TUIOIIA3NH THMYCA.

Ha 18-e cyTKHN KI3HI TPOBEICHO IIITOTEHETIYECKOEe
uccyeoBanye, MOATBEPXKAECH CUHIPOM MUKDPOJeJelun
22-i1 xpomMocoMbl — cuuapoM du [xoprkn.

Ha 21-ft geHb SKU3HN TPOBEAEH HEOHATATbHHBIN
KapAROJOTUYeCKIIT KOHCHUINYM, Ha KOTOPOM OBLIO
pPeKOMeH/I0BaHO HabmmozeHne pebenka B KemepoBckoM
KapAKOJIOrMYeCKOM LIeHTpe U Ollpe/e/ieHbl ONTUMaJIb-

Hble CPOKM KapAUOXUPYPTHUECKOll KOppeKInn — Ha
4-6 MecsIie JKU3HI.

Pe6énok fononHuTenbHO GblJI TIPOKOHCYJIbTHPOBAH
MpU TIOMOIIM JMCTAHIIMOHHBIX TexHoJsoruit B DI'BY
«OHKII JATON um. /[I. PoraueBay, TOATBEPKIEH
paHee BBICTABJEHHBIH [UArHO3: MEPBUYHOE NMMYHOJIE-
punutHOE coctogume, cuuapoM [Jlu JIKOpIKH.
PexoMenioBana TOXKU3HEHHAS 3aMeCTUTEJIbHAsS Tepa-
MUsT BHYTPUBEHHBIM UMMYHOTJIOOYJIMHOM B JI03UPOBKE
0,5 r/kr 1 pa3 B MecsII[ U peIeHne BOTPOca XUPYPTi-
YeCKOH KOPPEKINN BPOKIEHHOTO MOPOKA Cep/Iia.
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B Bospacte 1 mecan n 21 1eHb pe6eHOK BBLITHCAH
U3 OT/eJCHUS JOMOU II0J HaOMIOJeHHe pailoHHOTO
neauaTpa U Kapauosora.

3AKJTIOMEHUE

IIpuBenenublii KAMHUYECKUI cJaydail cHUHApOMaA
peermu xpomocoMbr 22q11.2 (cunapom [In JIxopaxn)
HHTepeceH KaK C HAay4yHOIl, TaK U IIPAKTUYECKOI TOUKU
spenus. IlpeacraBieHHblil KJIMHUYECKUH caydai
JIEMOHCTPUPYET CJIOXKHOCTD JHATHOCTHKH 3TOTO 3a60.1e-
BaHNA, TaK KaK B €r0 KJIMHWYECKOH KapTuHe mpeobia-
JaoT Hectrenmduaeckne cuMnToMbl (Cy10POKHBIT CHH-
[IPOM, KJHMHUKA BPOXKAEHHbIX [OPOKOB Cepila),
KOTOPbIE COYETAIOTCH C YMEPEHHBbIMI WJIN HE3HAUNTE b~
HBIMH UMMYHOJIOTHYECKUMU HAPYITEHUSIMH.

AHaM3UPYs TIPEJICTABIEHHDbI KINHUYECKUil CJIIy-
yail, cJaefyeT COTJACUThCA ¢ peKoMeHganusyMu S Bajaj
(2019) — Bcerga MCKIIOYATh CUHAPOM JENENUH XPOMO-
combl 22q11.2 (cunapom Tu JIKOPIKU) [IPU BbIsIBJIE-
HUM Y JIeTeil B HeOHATATBHOM ePHO/IE KU3HHU BPOK/IEH-
HBIX TOPOKOB CEP/IIIA, THIIOKATBIIMEMIN HOBOPOIK/IEHHBIX
(¢ runonaparupeozom) u crurm gucamépuorenesa (oco-
6enno medeKToB HEGA).

Nudopmanus o punancupoBannu u KoHpIHKTE
HHTEPECOB

WccnepoBanue He UMeJIO CIIOHCOPCKON HMOJEPKKU.

ABTOPDI IEKJAPUPYIOT OTCYTCTBHE SIBHBIX M TTOTEH-
NUATBHBIX KOH(MJINKTOB WHTEPECOB, CBSI3AHHBIX C
myGJIUKaIell HacTOSIIENR CTaThH.
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