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AHHOTALMSA

Beenenne. Cunapom [u xopnu — 3aboneBaHHe, OTHOCAIIEECS K BPOXKIEHHBIM
omuOKkaM HMMMyHHTeTa. LlUTOreHeTHMYecKHe U MOJEKYJISPHBIE HCCIIEIOBAaHUS
MOKa3aJiv, YTO BEAYIIECH NPUUMHONM CUHAPOMA SBJISIETCS IEJICUs NIMHHOTO mieda 22
xpomocombl — del 22qll1.2. datanbHble HUCXOABI TPU CHUHAPOME CBS3aHBI C
BPOXIECHHBIMU OpOKaMu cepaua, UH(DEKITMOHHBIM CHUHJIPOMOM u
TUMIOKAJIbIIMEMUYECKUM Kpr3oMm. Lleab uccaenoBanus - NpeacTaBUTh KIMHUYECKUN
ciyyait HenonHoro cuHapoma u Jxopmku y pedenka 13 met, mpoaHanu3upoBaTh
MPOBEICHHYIO JUArHOCTUKY, OOCYAHUTh JAJbHEHIIYI0 TAKTUKY BEJEHHUS MaI[MCHTA.
Pe3yabTarsl. [IeBouka (N., 131et, 2008r.p.) ot 1 6epemeHHoCTH, 1 CPOUHBIX POIOB
pomunach Ha 40 Henene recramuu ¢ JI3: couerannas runokcus, 11T [THC, HCK B
HIOII, ¢ maccoi 2760 r, nnuHO#N 48 M, OKPY’KHOCTBIO T'OJIOBBI 32 CM, OKPY’KHOCTBIO
rpyaHoit kinetkn 31 cMm. B lrog 8 mMecsieB IMarHOCTUPOBAH BPOKIEHHBIN MOPOK
Ceplilia: YMEpPEHHBI a0opTAJbHBI MOPOK (ABYCTBOpPYATHIA AOpTaJbHBIM KIamaH),
aopTaJibHas HENOCTATOYHOCTh | crenmenu. B cBa3um ¢ penmpusBupyronmmu OPH,
KaHIMJI030M CIU3HUCTBIX 000JOYeK B 2 roja mnalueHTKka Obula HampaBieHa Ha
KOHCYJIbTAlIMIO K MMMYHOJIOTY. [IpoBenénnoe Y3U tumyca mokasano TMIOILIA3UIO
opraHa. B pacmmpenHoil mMMyHOrpamMMme HaOIIOJaINCh CHIIKEHHBIE TMOKa3aTesn
cyonmonynsuuii  muMdonutroB. C  MOMOMIIBIO  MOJEKYJISPHO-TEHETHUYECKOTO
UCCIIeIoBaHMs Obllla YCTaHOBIIEHA MUKpojenenus 22 xpomocoMbl (22ql1), HoBas
myTtarus. Oocy:xkaenne. Cunapom u JDxopmxu Obul AMarHocTupoBad B 3,5 roja.
[Taniuentka wHaOmomaercs B ['AY3 CO «OJIKBbNel» y wummyHOmora, aeTCKOTo
KapJIMOJIOTa, SHJOKPUHOJIOTa, HEBpoJiora. BakiuHauus AEBOYKHA MPOBOAUTCS IO
WHJIUBUAYAIbHOMY IJIaHy. BeIBOABI. /{7151 ycemHOro pocTa U pa3BUTHS MAIlUEHTKH
HEOOXOAMMO TPOAOKUTh JajbHEHIIee AucCHaHCEepHOe HaOIoeHne pedeHKa
NpoGUIBHBIMUA  CHEIUATUCTAMK, BaKIMHAILIUIO, Bpady MeAuaTpy M POIUTEISM
CIeIUTh 3a YacCTOTOM W TSKECThbIO PECHHUPATOPHBIX 3a00JIeBaHUM, MpPaBUIbHBIM
MMUTAaHUEM JEBOYKH, PEKMMOM CHA U OT]IbIXA.
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KiroueBsbie ciaoBa: cunapom Ju JDxopmxu, aeneuus 22qll.2, BpoxkIAEHHBIN
UMMYHOJE(PUIIIT, IEPBUUHbIE UMMYHOIS(UIIUTHI, XPOMOCOMHBIE OOJIE3HH.
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Abstract

Introduction. Di Geordie's syndrome is a disease related to congenital immunity
errors. Cytogenetic and molecular studies have shown that the leading cause of the
syndrome is a deletion of the long arm of chromosome 22 - del 22ql11.2. Fatal
outcomes in the syndrome are associated with congenital heart defects, infectious
syndrome and hypocalcemic crisis. The aim of the study - to present a clinical case
of incomplete Di George's syndrome of a 13-year-old child, analyze the diagnostics
performed, and discuss further tactics of patient management. Results. A girl (N., 13
years old, born in 2008) from 1 pregnancy, 1 urgent delivery was born at 40 weeks of
gestation with the diagnosis of combined hypoxia, perinatal lesions of CNS,
circulatory disorders in the cervical spine, with the weight of 2760 g, the length of 48
cm, a head circumference of 32 cm, chest circumference of 31 cm. At the age of 1
year 8 months, congenital heart disease was diagnosed: moderate aortic disease
(bicuspid aortic valve), aortic insufficiency of 1 degree. In connection with recurrent
acute respiratory infections, candidiasis of the mucous membranes at the age of 2
years, the patient was referred for a consultation with an immunologist. An
ultrasound of the thymus showed hypoplasia of the organ. In the expanded
immunogram, reduced indices of lymphocyte subpopulations were observed. With
the help of molecular genetic research, a microdeletion of chromosome 22 (22911), a
new mutation, was established. Discussion. Di George Syndrome was diagnosed at
3.5 years old. The patient is observed in the regional children’s clinical hospital by an
immunologist, a pediatric cardiologist, an endocrinologist, and a neurologist.
Vaccination of the girl is carried out according to an individual plan. Conclusions.
For the successful growth and development of the patient, it is necessary to continue
further dispensary observation of the child by specialized specialists, vaccination,
pediatrician and parents to monitor the frequency and severity of respiratory diseases,
proper nutrition of the girl, sleep and rest.

Keywords: Di George syndrome, deletion 22g11.2, congenital immunodeficiency
disorder, primary immunodeficiency, chromosomal diseases.

BBEJAEHHUE

Cunapom [u JIxopmxu - 3a0ojieBaHHE, paHee OTHOCSIIEECS K MEPBUYHBIM
MMMYHOJIe(PUITUTaM ¢ TOYHO OUYE€PUYEHHBIM KIMHUYECKUM CHHIPOMOM, a B HACTOSIIIIEE
BpeMsl paccMaTpuBarolieecs, Kak 00Je3Hb, CBS3aHHAS C BPOXKICHHBIMU ONIMOKAMHU
MMMyHHUTETa. YacToTa BCTPEUAeMOCTH TAaHHOTO cuHIpoMa BapbupyeT oT 1:4000 no
1:6000 HoBopoxnennbix [1]. Ha mapt 2022 no nanasiMm MunsznpaBa CBepsIOBCKOM
obmactu B «Peructpe gnerell Cc BpOXKIACHHBIMU OIIMOKAMH HUMMYHUTETa»
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HaOmomaercss 41 peberHok ¢ cunapoM [u Jxopmxu. lLlutorenermyeckue u
MOJIEKYJISIDHBIE HCCIIEIOBAHUS MOKA3&IM, 4YTO BEAyLIEM IPUYMHOW CHHIAPOMA
SBJISICTCS JCJICIINAS TMHHOTO Tiieda 22-i xpomocomsl (del 22ql1.2), Bo3HuKaromast
criopagudecku Ooisee uem B 90% ciydaeB, a B 10% cimydaeB, Haclneayromasics ot
OJTHOTO U3 POJMTENEN MO ayTOCOMHO-AOMUHAHTHOMY THITY HACJIEIOBAHUS.

Knunndeckn B oOcHOBe 3a0oyieBaHUs JICKHUT HapylleHue (GpopMupoBaHUsS
OpPraHoOB, NPOUCXOAAIIMX M3 TPEThEH >KaOEpHON MOyru: TUMYC, HWXKHSIS YaCTh
JULEBOrO CKEJeTa, MapalluTOBUIHAS JKEJe3a, BEPXHUE OTIEIbl cepaua u
MarucTpajibHbIX cocyaoB [l]. B 3ToH CBsi3M CUHAPOM XapaKTEPU3YETCA:
TUIIOIIA3UEN WK aIljla3uedl TUMYCa, BPOKICHHBIMU MOPOKAMH CEPJILIA, MAaTOJIOTUEN
JUIEBOTO CKeJeTa (H-p, paclieIMHON TBEpIOTO He0a), a TaKKe U THIOKATbIIUeMUEH
B pe€3yJIbTaTe TUIIOIUIA3UM MapalmuTOBUIHOM kele3bl [1]. IlanmenTsl, He UMmeromue
BCEr0 CUMITOMOKOMIIEKCA, 3a4aCTyl0 HE JUAarHOCTUPYIOTCA B PAaHHEM BO3pacTe, U
MPABWIIBHBIN TUArHO3 3HAYUTEIIBHO 3amna3zpiBaet [1].

['maBHBIM POrHOCTUYECKUM (hakTOpoM nipu cuHapome u J[>xopaxu sBisercs
Hanuuue BpoxkJaeHHoro mnopoka cepaua (BIIC) u  obbem HeEOO0XOIUMOTo
ONEPATUBHOIO BMeEIIATENbCTBA I Koppekuuu [3]. Ha BTOpom mMmecTe crosr
ayTOMMMYHHbIE 3a00J€BaHUSd W TsDKeNble WHQPEKIHOHHbIE OCIOoXKHEeHus [3].
QartanbHble  UcXoApl cBs3aHbl ¢ BIIC, WHQEKUMOHHBIM CHHIPOMOM H
runokanpieeMudeckum kpuszom [2,3]. [Ipu runmorammarioOyiIMHEMHH B Teparuu
MOKA3aHO MOXH3HEHHOE BHYTPHUBEHHOE BBEJACHHE HMMYHOIVIOOYJIMHOB, a TaKXe
aHTHOAaKTepUaibHas, MPOTUBOBUPYCHAsE M  MPOTHUBOTPUOKOBAs  Tepanuu B
MOCTOSTHHOM pexume [3].

Henr wucciaeqoBaHusi - NPEACTaBUTh KIMHUYECKHHA CIIy4al HEMOJHOTO
cuaapoma Ju Jlxopmxu y peOenka 13 ner, mpoaHalu3upoBaTh MNPOBEACHHYIO
JTUArHOCTUKY, OOCYAUTH TalbHEUIITYIO TAKTUKY BEJICHUS MalUCHTA.

MATEPHUAJIBI U METO/bI

Hesouka (N., 13 mer, 2008r.p.) oT mepBoii OEpeMEHHOCTH, MPOTEKABIIEH Ha
¢oHe TOKCHMKO3a mepBoi mojoBuHBL, OP3, recro3a, yrpo3sl NpekIEeBPEMEHHBIX
POJIOB, XPOHUYECKOW BHYTPUMATOUHOW HMHPEKIUU. Poamiack OT MEpPBBIX CPOUHBIX
ponoB Ha 40 Henene ¢ [3: couerannas runokcus, [1I1 ITHC, HCK B IIIOII, ¢ maccoii
- 2760 r, nnuHOU 48 CM, OKPY)KHOCTBIO TOJIOBBI 32 CM, OKPY>KHOCTBHIO TPYIHOMH
kietku 31 cm. ®duznyeckoe pa3BUTUE MO YPOBHIO OHOJOTHYECKOH 3PEIoCTH
OTCTAaBAJIO OT NACHOPTHOTO BO3pacTa 3a CYET HU3KOW JUIMHBI Tena. B poawsibHOM
nome ObuH moctaBieHbl BakiuHbl: BIDK u rematut B — 6e3 peakiuii. Koncynpramus
Hespouiora: 11T [THC, MuatoHn4YecKuii CHHAPOM.

W3 anamHe3a 3a00J€BaHUs: HA MEPBOM IOy KM3HU - 3aJ€p’KKa (PU3NYECKOTO
pa3BUTHUS U KAHIUA03 CIU3UCTON 00070UKH 1onocTH pra. C S-MecsiuHOro Bo3pacra y
JICBOYKM HAYaJINCh PELUUIUBUPYIOIIUME OCTpPHIE PpPECNUpaTOpHbIe HMH(EKINH:
OpOHXUTBI, PUHOPAPUHTUTHI, MHEBMOHMS. B 1,5 roma - KaHOuZ03 CIM3UCTOM
YPOrE€HUTANIBHOTO TpakTa (KaHAMJIO3HBIM BynbBUT). B lrom 8 Mecsues
NWAarHOCTUPOBAH BPOXKACHHBIM IMOPOK CEpALlA: YMEPEHHBIM aOpTAJIBbHBIN IOPOK
(IBycTBOpYATHIM aOpTaNbHBINA KJIalaH), a0opTalibHasg HEAOCTaTOYHOCTh | crenenu. C
I roma 10 mecdieB - 3a/iepKKa peueBOTrO pa3BUTUA. B CBA3M ¢ peluauBUPYIOIINMU
OPU, kaHAMI030M CIM3UCTBIX 000JI0YEK B 2 TOJa NMalMeHTKa ObUla HampaBlieHa Ha
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koHcyabTanuio K ummyHosiory B 'AY3 CO «OJIKBNely, rae eit Obuio mpoBeAeHO
V3U tumyca u pacmmpenHas uMmyHorpamma. Ha Y3 onpenensuiach runoriazus
THMYyCa, B UMMYHOIpaMMe HaOJF0JIaJuCh CHW)KCHHBIE MOKAa3aTesd CyOIOmyJIsaiuii
aumbouutoB. beut BeicTaBien auarno3: Cunapom du Jxopau? Pogutensm neBouku
OBLIIO PEKOMEHIOBAHO MIPOBECTH MOJIEKYJIIPHO — FTE€HETHUECKOE MCCIIEIOBAHMUE.

B nos0pe 2011 roma (B 3 roma) mauuMeHTKe OblIa MPOBEJEHA KOHCYJIbTALUsS
IE€HETHKA, KOTOPbIM TOXE€ OBUIO PEKOMEHJIOBAaHO IIPOBEICHHE MOJIEKYJISIPHOU
JUArHOCTUKH JIJIS1 IOATBEPKACHUS WK UCKItoueHus curapoma u Jxxopau. Kpome
TOTO, ObUIa Ha3HAUYE€HA KOHCYJIbTAIMS YEIIOCTHO-JIMIIEBOro xupypra B ML «bonym»
M3—3a CKPBITOM pacuieMHbl Heba y J€BOYKH.

Huarno3 cunapom /lu Jopaxu ObUT yCTAaHOBJIEH MAlMEHTKE B Bo3pacte 3,5
roja (B Mae 2012 r.) Ha OCHOBaHUU MOJIEKYJISIPHO — F€HETUYECKOTO UCCIIEIOBAaHUS B
nabopatopun «Peptutlad» r. Mocksa, KL «O3MP». OOGHnapykeHa MUKPOJEICIIUS
22 xpomocoMmbl (22ql1). V mambl U Miagmiero Opara MUKpoJETeUH (HETMOTHOMN
nenenun) 22 XpoMocoMbl 00OHapY>KEHO He ObLI0. 3aKIIOUCHUE TeHETHUKA: KApUOTHUI —
46, XX. Cuagpom CATCH 22. Cunapom u Jxopmky.

PE3YJIBTATDI

Juist  nmoareepxkAeHUs peOeHKy auarHo3a cunapoma Jlu JDxopmxu wu
MCKIIFOUEHHSI IPYTOil COMyTCTBYIOLIEH NAaTOJOTUH ObLIN MTPOBEICHBI:

- MOJIEKYJISIPHO-TEHETUYECKOE HCCIEJOBAaHUE — MHUKPOCATEIUTHBIN aHalIu3
JIOKYCOB KPUTHYECKOTO pailoHa xpomocombl 22 (yokycel D22S246, D22S1638,
D225941, D22S1709). 3akmtouenue: mMukpojenerus 22 xpomocoMbl (22ql1), tun
HAaCJIEJOBAHHS ayTOCOMHO — JOMUHAHTHBIN, HOBAsl My Tallusl.

- HeonHOKpaTHble Y3U BumiioukoBOW »xene3bl (B AUHaMHMKE 6 pa3), Tae
BBISIBJISUIACh TUIIOIUIA3Ks TUMYyca (Macca Kene3bl B pa3Hoe Bpems Obuia oT 7, 4 T 110
2,11).

- pacliMpeHHas HMMMyHorpamma (6  UCCI€IOBaHM B  JHHAMHKE).
HaGnroganuch cambple HHM3KHE MOKa3aTeiad CyOnmonmysisauuii JUMQOLHUTOB U
rymopaibHbIx nokazateneil B centsope 2010 r. (2 roga): CD3 - 47 % (1,12*109/n),
CD4 - 24 % (0,57*109/m), CD8 - 14 % (0,33*109/11), CD-ungekc - 1,71 %, CD16/CD
56- 16 % (0,38*109/m), CD 19 -36 % (0,86*109/m), CD 25 - 0,4 % (0,01*109/m)),
IgA — 0,65 1/n, IgM — 1,15 /0, 1gG — 9,3 /1. TlokazaTenn UMMyHOTpaMMbl peOCHKa
BCE MOCJENYIOLME ToAbl ObLIM B Mpeaenax BO3PACTHOM HOPMbI M 3aMECTUTENbHAs
Tepanusi BHyTPUBEHHBIMU KIMMYHOTJIOOYJIMHAMU € He Obljia moka3aHa.

- coJiepKaHKe OOIIero KajblMs B CHIBOPOTKEe KpoBU B 2014 T. cocraBmia 2,56
MMOJIB/11, B 2015 1. — 2,34 MMonw/n (Hopma: 2,20 — 2,70 MMOTTB/T).

- KOHCYJbTHUpOBaHa KapAauoxupyprom c auarHozom: BIIC — ymepeHHBII
A0OpTaJIbHBIM MOPOK, IBYXCTBOPUYATHIM a0OpPTAbHBIN KJlanaH, 0€3 TeMOJNnHAMUYECKUX
HapymieHui. [lokazanuii 17151 onmepaTBHOTO JICYCHUS BBISIBJICHO HE OBLIO.

- HaOmojaercst HHAOKpUHONOroM (¢ ceHTsiops 2014 roma) ¢ aUAarHO30M:
ayTOMMMYHHBIN TUPEOUAUT, runeptupeos. [Ipuaumana tupo3on ¢ 10 mr go 2,5 mr Ha
HOYb (¢ HOsI0ps 2014 1o 19.07.2016 roxa).

OBCYXJIEHUE

B Hacrosiee BpeMsi coctosiHue pedbeHka ctabuinbHoe. [Iporno3 3abosieBanHus -
onaronpuatHbii. [TanmenTka cocrout Ha aucnancepHoM yuere B 'AY3 CO «OAKb
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Nel» 'y wumMyHOJOra, JI€TCKOrOo KapAuoOJora, SHIOKPUHOJIOTA, HEBPOJOra.
BakuuHanys 1€BOYKHM MPOBOAMTCS MO HHAWBHUAYaJIbHOMY IUIaHy. [[ns ycnemmHoro
pocTa U pa3BUTHA MALIMEHTKU HEOOXOAUMO MPOJOKUTH JajbHeHIIee TUCIaHCepHOe
HaOmoeHue pebeHka MNpoPUIBHBIMU CHEIUAINCTAMHU, Bpady Meauarpy H
pOIUTENSAM  CJHEIUTh 3a [POBEJCHUEM CBOEBPEMEHHON  BakUMHAUMH (110
WHANBUAYAIbHOMY TpaUKy), YaCTOTON M TSXKECTHIO PECIUPATOPHBIX 3a00JICBaHMIA,
MPaBUJIbHBIM UTAHUEM JIEBOYKH.

BbIBO/IbI

JU11 OCTaHOBKU AMarHo3a cuHapoMoM Ju J[>opmpku HE0OX0IUMO MPOBOIUTH
MOJIEKYJIIPHO—TEHETHYECKOE MCCIIEN0BAHNE, MOATBEPKAAIOIIEE ACIICHHI0 JUIMHHOIO
mieda 22-it xpomocomsl (del 22q11.2), a Takke BBISBISATh KIMHUYECKUE HAPYIICHUS
B ()OPMUPOBAHUU OPTaHOB: TUIOIIA3UIO UJIU aIlla3ui0 TUMYCA, BPOXKIEHHBIE TOPOKU
cepAla, IAaTOJOTHI0 JIMIEBOTO  CKEJIeTa, TUIIOKaIbUUeMHI0. IIpuBeneHHBbIM
KJIIMHUYECKU NpuMep peOeHKa ¢ MOATBEPKIECHHbIM cuHApoMoM Jlu Jlxopmxu
JEMOHCTPUPYET CI0KHOCTh IMarHOCTHKY 3a00JI€BaHUM, CBA3aHHBIX C BPOKIECHHBIMU
omnOkaMu UMMYyHHTETa. CBOEBPEMEHHO YCTAHOBJICHHBIM JMArHO3 W MpaBUJIbHAS
ne4yeOHasi TAaKTUKA SBISIIOTCS 3aJI0TOM YCHEIIHOIO POCTa U PAa3BUTHS TaKUX
MalEHTOB.
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