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Kaunnveckwuii ciyyvaii / Clinical case
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Pe3iome

Bsedenue. Cunapom I JI>Kopax 00beIMHEH B TPYIIY MO TEPMUHOM «CUHAPOM AeeluU XpoMocoMbl 22q11.2». OH oTHOCUTCS
K KOMOMHUPOBAHHBIM NIEPBUYHBIM UMMYHOAEGUIIUTAM C CHHIPOMaJIbHBIMU MposiBiieHusiMU. PeHotun cuuapoma Jdu Jkopmku
HeoObIYaliHO BapuabesieH naxe cpear poacTBeHHUKOB. CUMIITOMBI cuHApoMa du JIXKOPIKY MOTYT pa3indaThest Kak Mo CTEIeH!
TSIKECTH, TaK ¥ 1Mo TunmamM. HekoTopelie Mpu3HaKyU MOTYT ObITh BBISIBJICHBI IIPU POXXIEHU U, HAIIPUMeED, paciieJMHa HE6a UK BPOX-
NEHHBII MOPOK cep/lia, B TO BpeMsl KaK JIpyrue TMarHoCTUPYIOTCs y IeTel B cTapiieM Bo3pacTe. B crarbe nmpencTaBiieHbl JaHHbIE
COBPEMEHHOMU JTUTepaTypbl, COOCTBEHHBIE JaHHBIE, B KAUeCTBE KJIMHMUYECKOTO ITprMepa IMpHUBeIeHO ONMCaHue HabmoneH s pebeHKa
8 et ¢ cunapomom du JIkopaxu.

Llenv pabomui. IlpoBeneHue aHaan3a KJIMHUYECKUX 0COOEHHOCTel AeTeit ¢ cuHapomMoM Ju JI)KopaKu Ha OCHOBE 6a3bl TaHHbIX
POIUTENEN.

Mamepuanv u memods. Hamu npoaHanuzupoBaHa 6a3a 1aHHbIX 0 135 netsix ¢ cuHapomoM Jdu JIKOpIKu, KOTopast BEAETCS pOAUTE-
JISIMU MTaIlMeHTOB, IMTPOXMBaIOMKUX Ha Tepputopun Poccuiickoit Peneparmu. MatemaTudeckasi 00paGoTKa JaHHBIX TPOU3BOAUIIACH
B Tabnnuax Microsoft Office Excel.

Pesyasomamui. B xone aHau3a KJIMHUYECKUX 0cOOeHHOCTel cuHapoMa Ju JI>KopaxKu y AeTeli HaMU BbISIBJIEHO, UTO HauboJiee 4acTo
BCTpPeYaJINCh BPOXICHHbIE IIOPOKY M aHOMAJIMU pa3BUTuUs cepaiia (81%), 13 KOTOPBIX GOJIBIIYIO YaCTh COCTABIISLIM KOHOTPYHKaTb-
Hble TOpoKHM (57%), a TaKKe BPOXKIEHHbBIE TTOPOKHU IPYyTUX opraHoB u cucteM (33%), HapyineHue rmoxonku (21%), runo-/amniasus
tumyca (18%), rpeixxu (17%), odbtanbmonorndeckas maroyorust (14%), ryroyxoctsb (6%), runoriasus 3yoHoi smanu (3,7%). Cpenu
NIPYTUX BPOKICHHBIX TOPOKOB M AaHOMAJIM I Yallle BCEro BCTpeyaMch TOPOKM KOCTHOM TKaHu (37%) 1 ModyenoioBoii cuctemsl (24%),
MMOPOKM XeTyI0YHO-KuIedyHoro Tpakta (17%). OTMedeHa BbICOKAsT YacTOTa BCTPeYaeMOCTH paciieuH HEGa (74%) cpenyn MopoKoB
KOCTHOM TKaHU. Y neteit ¢ cuHapoMom du I>Kopiku BeISIBJIEHA BBICOKAsI YaCTOTa BCTPEYaeMOCTH 0D TaIbMOJIOTMYECKOM ITaTOJIOT MU,
a uMeHHo: acturMatusM (50%), anrnonatus cerdatku (20%), kono6oma panykku (5%), kocornasue (15%).

Sakarwuenue. AHAIN3 6a3bl JAHHBIX AaHKET MTO3BOJIMJI BBIJICJIUTh OCHOBHBIE M JOMOJHUTEIbHBIC TMarHOCTUYECKY 3HAYMMBbIE CHUM-
NnTOMBI cMHApoMa JIu JI>)KOpaku, Ha KOTOpbIe HEOOX0AMMO 0OpalaTh BHUMaHUe TIPY IIEPBUYHOM OCMOTpE JII0O0ro MmalueHTa
¢ momo3peHreM Ha UMMyHoneuuT. Oco6oe BHUMaHKUE B IMATHOCTUYESCKOM ILJIaHE CIEAYET YASTSTh IETSIM C UMMYHOIeDUITUTaAMU,
KoTopbie poauauch 10 2023 r. B ¢BsI3u ¢ TeM 4TO Bce 00JIblIIee YMCIO MAallMeHTOB ¢ CUHApoMoM I u JIKOpIXKY TOKMBAET 10 B3POCIOro
BO3pacTa, BaXxHa pa3paboTKa aJIrOPUTMOB IIPOTrHO3a JaHHOTO 3a00JIeBaH M.
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Abstract

Background. Di Giorgi syndrome is grouped under the term chromosome 22q11.2 deletion syndrome (22q11.2DS). It refers to combined
primary immunodeficiencies with syndromal manifestations. The phenotype of 22q11.2DS is unusually variable, even among relatives.
The symptoms of 22q11.2DS can vary in both severity and type. Some features may be identified at birth, such as cleft palate or congeni-
tal heart defect, while others are diagnosed in older children. The article presents data from the current literature, our own data, and
a description of our clinical observation of an §-year-old child with 22q11.2DS.

Objective. The aim of the study is to analyze the clinical features of children with 22q11.2DS on the basis of the parents’ database.
Materials and methods. We analyzed a database of 135 children with 22q11.2DS maintained by parents of patients living in the Russian
Federation. Mathematical processing of the data was performed in Microsoft Office Excel tables.

Results. In analyzing the clinical features in children with 22q11.2DS, we found that congenital heart malformations and anomalies were
the most common (81%), of which conotruncal malformations accounted for the majority (57%), as well as congenital malformations
of other organs and systems (33%), gait disorders (21%), thymus hypo-/aplasia (18%), hernias (17%), ophthalmologic pathology (14%),
hearing loss (6%), and dental enamel hypoplasia (3.7%). Among other congenital malformations and anomalies, bone (37%), genitourinary
(24%), and gastrointestinal (17%) malformations were the most common. There was a high incidence of cleft palate (74%) among bone
malformations. Children with 22q11.2DS have a high incidence of ophthalmologic pathology: astigmatism (50%), retinal angiopathy
(20%), iris coloboma (5%), and strabismus (15%).

Conclusion. The analysis of the questionnaire database allowed us to identify the main and additional diagnostically significant symptoms
of 22q11.2DS, which should be paid attention to during the initial examination of any patient with suspected immunodeficiency. Special
diagnostic attention should be paid to immunodeficient children born before 2023. Due to the fact that an increasing number of patients

with 22q11.2DS survive to adulthood, the development of algorithms for the prognosis of this disease is important.
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epBuuHble UMMYyHoaebuuuTsl (ITWU 1), Takke Ha3bIBa-

€Mble BPOXXIEHHBIMU OLIMOKAMU UMMYHUTETA, SIBJISI-

I0OTCSI aKTyaJIbHBIM BOIIPOCOM COBPEMEHHOM neaua-

Tpuueckoit mpaktuku. [NNJ] npencrapiasitoT codooit
TPy HapyLIEHUl UMMYHHON CUCTEMbI, KOTOPbIE€ MPUBOASIT
K peLIUAUBUPYIOIIUM UHOEKIIUSIM I B HEKOTOPbIX CIydasiX
K IPEUMYIIEeCTBEHHO HEPEryJupyeMoMy UMMYHUTETY, YTO
MOXKET CYIIECTBEHHO MOBJUATH Ha 1OJTOCPOYHOE 31I0POBbE
W MTPOIOJIKUTEIbHOCTH XKU3HU. [10 CyliecTBYOINUM OLIEHKaM
TN Bctpevatorces y 1 u3 1200 xxuBopoxaeHHbIX. OnucaHo 6oJiee
450 TTU /I, oxBaTbIBaIOUIMX IMPOKHU I CIIEKTP KIAMHUYECKUX MTPO-
SIBJICHU U U TSIKeCTU 3a00JieBaHusI. X paHHS Sl TMarHocTuKa —
KJIIOY K CITACEHU 0 U YJIYUYIIEH U0 KaueCcTBa XK U3HU HAIIUX Malu-
eHTOoB [1-6]. [T ] uMeoT pa3HOOOpa3HYIO KIIMHUKY, TSIKETI0e
Te4YeHue, HeOIaronpusaTHbIM porHo3. letu ¢ tsxenbimu T[TUJT
YMUPAIOT B EPBbIE MECSIIIbI U TOAbI XK U3HU BCAEACTBUE MO3IHEN
NMArHOCTUKHU 3a00JIeBaHUT.

B HacTosiiee BpeMsi BbIIEISIIOT 12 OCHOBHBIX HACTOpa kK MBa-
IOUIUX KIMHUYeckuX npusHakoB [T /I: oTsiromeHH bl cemeii-
HbIit aHaMHe3 (haKThl pAHHUX CMEPTeil OT TSKEIbIX MH(EK I i),
YaCTble OTUTHI, TSKETbIe CUHYCUTBI, THEBMOHUM, MUHUMaJIbHbI I
3(hheKT OT aHTUOUOTUKOTEPATIMU, OCTOXKHEHU S TIPU BaKIIM-
HalUM, OTCTaBaHUE B POCTE U Pa3BUTUM peOEHKa, pelluI1UBU-
pyloliue riyookue abciecchl KOXUW UM BHYTPEHHUX OPTaHOB,
TSXKeable UHOEKIIMU (MEHUHTUT, CETNICUC), MEPCUCTUPYIOLILU I
KaHIMJI03 KOXM U CIU3UCTBIX, HApYIIEHUE MUIeBapeHUu s
B paHHEM BO3pacTe, peluI1BUPYIOIINE CUCTEMHbIE UH(DEKIIUHU,
BbI3BaHHbBIC aTUITUYHON (DJIOPOIA.

KnauHuueckue nposiBieHUs 3aBUCAT OT BUJa UMMYHonedu-
uuTa. [Tpy KOMOMHUPOBAHHBIX UMMYHOIE(DULIMTAX, & UMEHHO
npu cunapome Au dxopaxu (CO/), Ha mepBoe MECTO BBICTY-
MaoT ApyTrue NaToJIornYecKue CUMIITOMbI, KOTOPbIE HE BXOSIT
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B 12 OCHOBHBIX HacTopaxuBatomux npusHakos. CI /] npeacras-
JISIeT cO6O0li coYeTaHMe MPU3HAKOB M CUMITTOMOB, BBI3BAHHBIX
nedekTaMu pa3BUTHSI CTPYKTYP, MIPOUCXOASIIMX M3 TIIOTOYHBIX
YT BO BpeM s aMOpuoreHe3a. OCOOEHHOCTU TaHHOTO CUHIPO-
Ma BMepBbIe onurcaHbl B 1828 1., HO 6oJiee AeTaIbHO COOOIINT
0 HUX A0KTOp AHmxKes0 u JIxKopax B 1965 I. Kak 0 KITMHUYECKOM
HCCIIeIOBAaHU M, BKTIOYAIOIEM UMMYHOAEeUITUT, TUTTOTapaT-
peo3 1 Bpox IeHHbII opok cepaua. CJIJI — onuH U3 HECKOTbKUX
CUHIPOMOB, KOTOPbIE UCTOPUYECKU IPYITITAPYIOTCS MO OOIIMM
Ha3BaHUEM «CHUHIPOMBI Aeseluu 22ql1» 1 BKIOYAIOT CUHAPOM
Inpunuena — lNonaodepra, BesokaparodaliaibHbIii CHHIPOM,
KapauodauuaabHbiii cuHapom Kaiinepa, cunapom Ceajlakosa,
CUHIIPOM KOHOTPYHKAaJIbHOM aHOMaJTUU JIK1a. XOTs TeHeTHYe-
cKasi 3TUOJIOTUSI DTUX CUHIPOMOB MOXET OBbITh OTMHAKOBOIA,
pa3anyHble GEHOTUITHI TPUBEJIH K UCITOJIb30BAHUIO Pa3IMIHOM
HOMEHKJIaTyphl B MPOIIJIOM, YTO CIIOCOOCTBOBAJIO MO3AHEN 1Ua-
rHoctuke [4-12].

W3BecTHO, yTO cCUHAPOM aenelnu 22ql1.2 umeeT pazHooOpa3-
HYI0 KIMHUYeCcKY1o KapTuHy. Kputepusmu noiaHoro CIJI siBsi-
eTcst cHIKeHne/oTcyTeTBie CD3+ T-kieTok (MeHee 50/MMm3)
U Bce U3 Huxechenytoiuiero [10]:

® MO/ TBEPXKICHHAST aTUMMSI B BUIe CHUKEHU ST pPAHHUX TUMH-
yeckux MurpanTos (CD3+CD45SRA+CD62L+ xi1/mM3 u/unu
TREC < 100/100000 T-kJeTOK);

® runonapaTupeos;

® [TOPOK cepalia.

®denorun CIJI HeoObIUaiitHO BaprabesieH aake Cpean poa-
CTBEHHUKOB, CTpalaloluX TaHHOU 60e3Hbl0. B KoropTHOM
KUCCAeI0BaHN M, BKIoUyaBieM 112 MmanpunkoB 1 116 neBouek
¢ CJ1JI ¢ MmenuaHoOIM Bo3pacTa yCTaHOBJIEHU S IMarHo3a 4 Mecsia,
MOKa3aHo, YTO AUarHo3 ObLI onpeaeseH 10 2 aeTy 71% nauueH-
TOB, MPEUMYIIECTBEHHO B CBSI3U C HAJIMYMEeM aHOMAaJIUii cepala
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Y HEOHATaJbHON rMMOKaJbIIMEMHUU. Y MALIUEHTOB C TMATHO30M,
YCTaHOBJIEHHBIM MOCJe 2 JIET, OCHOBHBIMU KPUTEPUSIMU 1A~
THOCTUKMU ObIJIM HapyLIEHUE PEeUYH, 3aIepXKKa pa3BUTHU S, aHOMA-
JIUUM ¥ TIOPOKMU CepAlla, peluIUBUpYOLIMe UHOEKIINU, NedheK-
Thl pa3BuTHUs yepT auna [11]. B uccienoBanuu, npoBe1eHHOM
D. M. McDonald — McGinn u coaBT. [12], BbISIBJIEHO, UTO YILIHbIE
aHoMaJiuu ObIIM HauboJsiee XapaKTePHOU YepenmHO-T11eBOM
Haxonkoi y nauueHToB ¢ CI 1. ['mnoniaacTuyeckue HOCOBbIE
MepPernoHKU, MPUBOASIINE K MOSIBJIEHU IO 0yJIbOOOOPAa3HOTO KOH-
YyyKa HOCa, BhIAAIOLIMICS KOPEHb HOCA, PEIKO — HOCOBASI SIMOUKaA
1 BEKU C KAIIOIIIOHOM TaKKe XapaKTEPHbI IJ151 JTAaHHOTO CUHAPO-
Ma. BbLJ10 0OTMEUYeHO, UTO MPU3HAKM JIULIEBOrO nucMopdusma,
B TOM YMCJIe YAJIUMHEHHOE JIUIIO U MJIOCKas CKYJI0Basi KOCTb, BECh-
Ma pa3zHOOOpa3HbI. Y YacTU MalMeHTOB YepThl JIKLIA HE UMEJIU
OTKJIOHEHUH.

[Tpu CAJ1 HaubGoaee YaCThIMU BPOXKIEHHBIMU IMTOPOKAMU Cepi-
1a siBJstioTCs Tetpana dasno, mepepsiB 1yTy a0pThI, OOIINI apTe-
pUalibHBIN CTBOJI, Ae(PEKT MEXKKeJya0uKOBOM neperopoaku [13].
C MeHblIel YaCTOTOM BCTpeYaroTCsl CTEHO3 JIETOYHOM apTepui,
nedeKT MeXITPeICePAHON Meperopoaku, TPaHCMIO3ULIU S Maru-
CTpaJIbHbIX apTEPUii, KOAPKTALIUSI A0PThl, OTKPBIThIN apTepU-
aJIbHBII MPOTOK, IBOMHOE OTXOXJIEHHME MAaruCcTpaJbHbIX COCYI0B
OT IpaBoOro Xkeayaouka [14].

Paznuuator nmonHbiit u HenonHbi CI /.

[Monnbrit CIAJ xapakTepu3yeTcs MOAHBIM OTCYTCTBUEM TUMYCA,
a CD3+ T-kueTku nepudeprueckoit KpoBr OOBIYHO COCTABISIOT
oT 1% 1o 2% uupKyIupyommux JUMMGOIIMTOB Y TAKUX MaIlueH-
ToB. KonnuecTBo u dbyHKuus T-KJI€TOK 3HAUMTETBbHO CHUKEHbI
y maajaeHueB. Hupkynupytomme T-KJAeTKU y 9TUX MALlMEHTOB
WMEIOT aHOMaJIbHble T-KJIeTOUHbIE pelenTOPbI (B YACTHOCTH,
OrpaHUYEHHYI0 BapuabelbHOCTb OeTa-pelenTopoB T-KJIeTOoK)
U PYHKIIMOHAJBHO HEMOJIHOUEHHBI in Vitro, IeMOHCTPUPYS DKC-
TpaTUMUUECKOE pa3pacTaHue OJUTOKJIOHAIbHOM aHOMabHOM
nonyasuuu T-KJIeToK, 4To KaaccubUuMpyeTcs: KaK aTU MUY HbI I
noanblii CAJI. [TonoOGHbIe MalMeHThl HAXOASTCS B COCTOSTHUU
J1yOOKOI UMMYHOCYTIPECCU U, UTO MOXKET MPUBECTH K JIeTalb-
HOMY MCXOJY, €CJIM He HauaTh JiedeHUe (TpaHCIIJIaHTallus TUMYca
WUJIM KOCTHOT'O MO3ra).

IMauuenTs ¢ yactTuyHbIM CIAJ Mau ApyruMu neaeuusMu
XpOMOCOMBI 22q11.2 1eMOHCTPUPYIOT Pa3JIMYHOE KOJIUYECTBO
U GyHK1MI0 T-KJIETOK — OT HOPMaJbHbBIX 10 UMMYHOAEDULIUT-
HBbIX. Y 3I0POBbIX HOBOPOXIEHHbIX KOJTUYECTBO T-KJIETOK CHU-
>KaeTcst ObICTPO B MEPBbIN IO )KM3HU, a 3aTEM 3TO TPOUCXOAUT
MeJJIEHHee, TToKa He TOCTUTHET HOpMaJIbHOTO TMarna3oHa y B3poc-
aeiX. Hanportus, y maaneH1es ¢ yactuuHbiM C /] konnyecTBO
T-k1eTOK MOXET CHavasa yrnacTh 32 HUKHIOK I'PaHUILY BO3pacT-
HOU HOPMBbI, @ 3aT€M HEMHOTO MOBBICUTBLCS B TE€YEHUE MEPBOrO
roga xu3Hu. HeckoJibko MpOCeKTUBHBIX UCClienoBanmii [15, 16]
MoKasalii, YTO HOpMaJbHOE CHUKEeHUE yKcia T-KaeTok, KoTopoe
MPOUCXOIUT CO BpeMeHeM, y nauueHToB ¢ CJIJI 3amenisieTcst
U MOXET NMPUBECTU K HOPMaJIbHOMY Uucy T-KJIETOK K 3pe-
oMy Bospacrty. [lo-BunumMomy, HopMaau3alus MPOUCXOauT
B pe3yJibTaTe roMeocTaTuueckoil npojudepaluu cyuecTBy-
o nx T-KJIeToK, a He B pe3yJibTaTe BOCCTAHOBJEHUSI TUMYCA.
KonnyectBo B-kj1eTOK 00BIYHO B TIpeieaX HOpMbl UJIU YBEJIU-
YeHO, UX PYHKIUS MOYTHU HE OTJIMYAETCS OT HOPMaJIbHBIX, UTO
COOTBETCTBYET e(peKTHOI oMol T-KjieTkaM.

C anBaps 2023 r. 1pOBOAUTCS CKPUHUHT HOBOPOXIEH-
HbiX Ha [IM]] c npuMeHeHUeM YHUBEpPCaJIbHOTO MapKepa

66

T- u B-knetounbix uMmmyHonebuuutoB — TREC u KREC
(T-cell receptor recombination excision circles, kappa deleting
recombination excision circle). DTo Tak Ha3bIBaeMble SKCLIU3U~
OHHBbIE KOJIblIa, 00pa3yrouIrecs B pe3yabTare peapaHXK MpOBKU
reHoB T- u B-kjeTouHoro peuenTtopa, riae 4acTh FeHeTUYECKOro
Marepualia BbIpe3aeTcsl M OCTaeTCsl B TeHOME, a YaCTh 3aMbIKAETCs
B BUJIE KOJIbLIA U CIY>KUT MAPKEPOM COOTBETCTBYIOLIMX TUMbO-
uutoB. TREC u KREC npeacrapisiioT coboii HeXpOMOCOMHbIE
yuactku JIHK, koTopbie He periniupyoTcst B Mpolecce MUTO3a,
B pe3ysbTaTe yero TREC octaeTrcst TOJIbKO B OHOM U3 TOYEPHUX
kiaetok. Konbuesbie ctpykTypsl TREC u KREC xapakTepHbl
ISt HaTuBHBIX T- 1 B-kiieTok nepudepuyeckoit kposu [17, 18].
B 1998 r. D. Douek ¢ coaBT. BnepBble MpOAEMOHCTPUPOBAIHU, YTO
TREC cneuuduyeH aj1s1 HaTUBHbIX T-KJIETOK, U OMKMCATU UX CHU-
JKEHUE — y 3M0POBbIX JItofieil Bo3pacTHoe U pyu BUY-nHbex1iuu
[18]. B 2005 r. K. Yanwu JIx. [Tak npeagoXu uCroJib30BaTh
TREC B KauecTBe CKpMHUHIOBOTO TE€CTa TSIXKEJIbIX KOMOUHU-
POBaHHBIX UMMYHOIEGUIIMTOB. JJaHHBII TECT MO3BOJISIET CYAUTh
0 KosinvyecTBe YHKIMOHAJIbHO 3peblX T- u B-numdoruTos,
a cjie10BaTebHO, MOXET UCTIOJb30BaThCS /ISl AUATHOCTUKU
UMMYyHOAeDUIIUTHOTO cocTosTHUS [18].

OCHOBOIT CBOEBPEMEHHOI IUAarHOCTUKHU SIBJISIIOTCS HE TOJIBKO
JlabopaTopHbIe MMOKa3aTean, HO U KIMHUYECKHE CUMITTOMBI.

Ilesbro JAHHOTO MCCIIEAOBAHMSI SIBUJIOCH ITPOBEEHUE aHATH-
3a KJIMHU4YecKux ocooeHHocrei aereii ¢ CIJI Ha ocHOBe 6a3bl
MaHHBIX POAUTENCH.

Martepuanbl U MeTOAblI HCCAEAOBaAHUA
Hamu Gbla npoaHaiu3upoBaHa 6a3a 1aHHbIX 0 135 neTsx
¢ CJI 1, koTopast BeAeTCsl POAUTEISIMU MallMEHTOB, MPOXMBaAIO-
mux Ha tepputopun PD. Matemarnueckast 06paboTKa TaHHBIX
npousBoauiack B rTabnuuax Microsoft Office Excel (2007).
TIpoTokon ncciaenoBanust Ne 62 GbLT 01006peH JTOKaTbHBIM 3TH-
yeckuM komuterom ®I'BOY BO AT'MY 29 uions 2023 r.

] [MopOKK M aHOMaAUK KOCTHOM
TKaHu

] MOpPOKM XeAyAOUHO-KULLIEYHOTO
TpakTa

[ Nopoku AbixaTeAbHOI cHCTEMBI

Il Mopoku MouenonoBolt cucTembl
B nNopoku passutis AOP-opraHoB

[ NapatumToBMAHbBIE Xeresbl

Puc. 1. YactoTta BCTpe4yaemMoCTU BPOXKAEHHbIX MOPOKOB

npu CAA [cocTaBreHO aBTOpamu] / Incidence of congenital
malformations in Di George syndrome [compiled by the authors]
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[l NMoAnpakTnAnA
[l Totnueckoe Hebo

B CuHaakTuana
[l Paclienvta HéGa

Puc. 2. YacToTa BCTpeuaemocTU NOPOKOB U aHOMaAUM
KOCTHOM TKaHu npu CAA [cocTtaBAeHO aBTOpamu] / The
frequency of occurrence of defects and anomalies of bone tissue
in Di George syndrome [compiled by the authors]

o

M Kocornasve [l Acturmatuam [l Anrnonatus [l Kono6oma

Puc. 3. 0¢pTarnbMmonormueckas cumnromaTuka npu CAA

[cocTaBAeHO aBTOpamu] / Ophthalmic symptoms in Di George
syndrome [compiled by the authors]

Pe3synbTaTbl

B xozie mpoBeeHHOro HaMU aHaJIn3a KIMHUYECKHMX OCOOEH-
Hocteit neteit ¢ CIIJ1 Haubosiee yacTo BCTpevaaruch BPOXIEHHbIE
MOPOKM ¥ aHOMaJIMK pa3BuTHs cepaia (81%), 60yblnyIo 4acTh
KOTOPBIX COCTaBJISIIOT KOHOTPYHKaJIbHBIE MTOPOKHU (57%), a TaKKe
BPOKJIEHHBIC TOPOKU APYTUX OpraHoB U cucteM (33%), Hapy-
meHue nmoxoaku (21%), runo-/annasus tumyca (18%), rppixku
(17%), opranbmonorndeckas natonorus (14%), ryroyxocts (6%),
runoriasus 3yoHoi amanu (3,7%), 3aaepKKa Npope3bIBaHU S
3y60B (2,2%), runiokanbiinemus (3,7%). Cpeau Apyrux Bpox-
NIEHHBIX MOPOKOB U aHOMaJIuii (puc. 1) yaiie Bcero BCTpeyainch
MOpOKHU KocTHOM TKaHu (37%) u MoveniosioBoii cucteMbl (24%),
MOPOKH XeTyI0UHO-KuIeyHoro TpakTa (17%). Huszkuit ypoBeHb
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YacTOTHI BCTPEUaeMOCTH TUTIO-/amna3un Tumyca (18%) u rumno-
Kanbuuemuu (3,7%) BO3MOXKEH B pe3yabTaTe T'UMOANarHOCTUKU.
T'unonuazus 3yOHOI aManu U 3anepkKa Npope3biBaHU s 3y0OB
Y 3THX JeTeil ¢ GOJIbIIIeil BEPOSITHOCTBIO CBSI3aHa C TUITOITapaTh-
peo3oM. OTMeueHa BbICOKasi YaCTOTa BCTPEYaeMOCTH pacIleTnH
HéGa (74%) cpeny MOPOKOB KOCTHOM TKaH| (puc. 2). Cpenu neteit
¢ CJI1 Hamu BbIsIBJIeHA BbICOKAsl YaCTOTa BCTPeUaeMOCTH o Tasb-
MOJIOTMYeCKOM matoyioruu: acturmatusm (50%), anruornaTust
cetuatku (20%), konmoboma panyxku (5%), kocornasue (15%)
(puc. 3), 4To TpedyeT 00s13aTEILHOTO MPUBJICUEHU ST Bpayeli-
0o TaIbMOIOr0OB NPU MTEPBUYHOM IUAaTHOCTHUKE UMMYHOIeDU-
LIUTOB.

B xauecTBe KIMHUYECKOTO prMepa PUBOIUM ONMCaHUe
Hatiero HaboaeHust pedberka 8 et ¢ CI 1.

KAMHHYeCKHH cayuan

Manbuuk, 2015 roga poxaeHus, OT epBOii 0epeMEHHOCTH,
npoTtekasiieil Ha oHe MHOTOBOIMS, TUTIEPTOHYCA MAaTKU, aHTe-
HaTaJbHO AUATrHOCTUPOBAHbI BHYTPUYTPOOHAs 3a1epKKa pa3-
BUTHUS T1JIONIA, MUEJI0OIKTA3U ST IOXAaHKU MPaBOi TOYKU, TUCTPECC
njaoaa. BeIsiBJIeHO OTSTOIIEHME HACIENCTBEHHOrO aHaMHe3a:
y OpaTa oT1ia B aHaMHe3¢e J00aBOYHBII 6-if majien KUCTH, 1o MaTe-
PUHCKOM TUHUM — cuHaApoM JlayHa.

Ponsl Ha 38-39 Henesie onepaTUBHBIM MyTeM (KecapeBo cede-
Hue). OnieHKa 1o mkaje Anrap — 6/8 6aioB. B ponuibHOM 3a1e
MpoBeJeHa caHallsl BEPXHUX bIXaTeJIbHBIX MyTell, peOCHOK
nepeBeneH Ha MacouHblii CPAP (mocTossHHOE MOJIOKUTEIbHOE
NlaBJIEHME B IbIXaTeAbHbBIX MYTsIX). Macca Tejia mpu poxXIeHU U
2610 T, miuHa Tena — 45 cm.

[Mocne poxxaeHust y pedbeHKa BbISIBJIEHbI 3a/IepXKKa BHYTPU-
YTPOOHOTO pa3BUTHUSI, MHOXECTBEHHbIE CTUTMBbI TM33MOpUOTe-
He3a, aHOMaJ UM pa3BUTUS: T0OABOYHBII MEePBBIii Majell JeBOu
KUCTHU, TpexdaJlaHTOBbIE MEePBbIC MaJblibl HA KUCTIX 00EUX PYK,
MynoYyHas Ipblka, TUCIIa3us yUIHbIX Xpsiuieil. [To naHHbIM 3x0-
kapauorpadun (OxoKI'), npoBeneHHON peOEHKY B pOIUJIbHOM
JloMe, BPOXKIEHHBIX TOPOKOB CepJIlia He BhIsIBIEHO. B Bo3pac-
Te 1 Mec HaxoauJICs B OTAEJIEHUM MAaTOJOT MU HOBOPOXKIEHHbIX
00JIaCTHOM NeTCKON KJIMHUYECKOU OOJbHUILBI I. SApociaBis
¢ nHdeKIMeir MoueBbIBOASIIIMX MTyTel. [Ipu noobeienoBaHun
BbISIBJICHA aMJia3usi BUJIOUYKOBOM KeJie3bl, CHUXKEHUE YPOBH S
CbIBOPOTOUYHBIX UMMYHOIJIOOYJMHOB A, G. bbla1 ycTaHOBJIEH
npeaBapuTeNbHbII NUarHo3 cuHapoMa Au JI>)KopKu, KOTOPbIiA
B BO3pacTe 2 MecsI1ieB MOATBEPKACH MPU MOMOLIM MOJIEKYJISIPHO-
T€HEeTUYECKOr0 UCCIIeOBAHM .

B Bo3pacre 4 mecsitieB nauueHT rocnutaauzuposad B HM UL
ATOU um. Imutpus Porauesa. B nmpoliiecce nuarHoctuye-
CKMX MEPOIPUSITUI ObIJIO BbISIBJEHO CHUXEHUE MOMYJS N
T-numpornutoB (MetronoM TREC u KREC). ITokazarenu TREC
10 6,31 x 103 (Hopma — 200 x 10%), KREC B npezneiax HOPMBI.
Tlpu uccienoBaHuM 6GPOHX0AJBBEOJSIPHOTO JlaBaXKa BbIsIB-
JieH poct Klebsiella pneumonia, Npyu MUKPOCKOTIMU BbISIBJICHbI
MHEBMOIIMCTbI, METOIOM TMOJIMMEPA3HOUN LIEMHOU peakKIuu —
1HMuTOMerajoBupycHast uHbexius. [1pu npoBeaeHU M KOMITbIO-
TepHOi ToMorpacduu opraHos rpyaHoi kjaetku (KT OI'K)
y pebeHKa OblIU BbIsIBIEHBI N1bbY3HbIE GUOPO3HBIE UBMEHEH U
B JIETKMX, @ TAKXKE OYaroBble 3aTEMHEHM I B HUXKHUX OTAEJIax
Jerkux. Ha ¢oHe mpoTHBOMUKPOOHOI Tepanuu Mpy MOBTOPHOM
KT OI'K ormeueHa oTpuLiatesibHas ITMHAMUKA B BUJIE KOHCOJM-
JAllMK1 0YaroB B HUXXHUX oTaeNax jerkux. [locie monubukaummn
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aHTHOakTepuaabHoil Tepanuu (ABT) mo naHHBIM KOHTPOJbHOM
MyabTucnupaibioit KT HaGmomanack Moo UTeIbHAas TMHAMU-
Ka B BUJIE PErPEeCCUM BOCITAIMTEIbHBIX 0YaroB B HUKHUX OTAEIaX
JIETKUX, YMEHblIeHU T 00beMa 1D DY3HbBIX HUOPO3HBIX U3ME-
HeHnuit. B 2019 r. Ha KT OI'K BbIsIBJIEH THEBMOCKJIEPO3 BEpXHeEi
nosiv nmpasoro jerkoro. [To nanubiM KT npuaaTouyHbix ma3yx
HOCa — JIEBOCTOPOHHU I CUHYCUT, aIeHOUIbI BTOPOI CTETICHHU,
He3apallleHre TBepaoro HEGa, MUKPOTHATU .

Ha cdoHe nedeHUsT oTMEUYaTMCh SMTM30/IbI HEUTPONIEHW U, OblIa
MpOBeJeHa CTUMYJISILIV S TPAHYJIOIMTOI033a TIPY TTOMOIIM I'pa-
HYJIOLIMTaAPHOTO KOJIOHUECTUMYJIMPYIoIero akTopa ¢ rnoJjio-
KUTETbHBIM OTBeTOM. HeliTporieHus paciieHeHa KakK CJIeACTBIE
MMEJIOTOKCMYHOCTH KOMOMHUPOBAHHOTO TIpernapara cyibdame-
TOKca3oJia + TpuMeTonprumMa, pebeHOK ObLIT TiepeBeieH Ha PO~
(bunakTHUeCKyI0 103y ATOrO Mpernapata. B cBsi3u ¢ HapylIeHueM
CHHTe3a crieMUISCKUX aHTUTEN, TEHACHIIME! K TUIoraMmma-
100y TMHEeMU N peOeHKY Ha3Havya ach 3aMeCTUTEIbHAsI Teparust
BHYTPUBEHHBIMU UMMYHOTJIO0YIMHAMY YeJIOBEKa.

B Bo3pacTe 5 Mecsi1ieB MalMeHT MPOOTNepUPOBaH IO MOBOAY
NIBYCTOPOHHEI MTaXOBO-MOIIIOHOYHOM I'PHIXKHU, 3aT€M ITOCJIEI0-
BaTEeJIbHO MTPOBEICHBI PEKOHCTPYKIIWS MTEPBBIX MaJIbIIEB ITpa-
BOW M JIEBOM KUCTEH C METAJJIOOCTEOCUHTE3OM, OCJIOXKHEHU I
He HabJI101a10Ch.

B Hacros1ee Bpemsi pebeHKy 8 jieT, (pu3dnyeckoe 1 HEpBHO-
MICUXMYECKOE Pa3BUTHE COOTBETCTBYIOT BO3PACTY. 3a BpeMsI Hallle-
ro HabJIIoIeHus B TeueHre 8 JieT peGeHOK MepeHeC BeTPSTHYIO
OCIy, IPUIII, a TAKKe OCTpble pecrnupaTopHblie MHGekuu (OPW1)
5-7 pa3 B roj, 1o MOBOY KOTOPbIX HeOaqHOKpaTHO nosy4daa ABT.
Ha ¢one OPU Gbinia oTMeueHa TeHAEHIIUS K TPOMOOLIMTOTIE -
HuM (MUHUMaJbHO 10 100-90-86 ThIC./MKJI) ¢ HOpMaaU3alKeit
rnokasateJeit mpu BeiznopoieHun). C 5 net Bce OPU npotekaor
2-3 pa3a B roji, Kak IpaBMJIO, C JIETKON CTEMEHbIO TSIKECTHU.
B 2020 r. nepenec COVID-19 cpenHeit ctenenu Tsxxectu. [1pu
onpeneneHuu IgG K Bo30yaAUTE 10 KOPOHABUPYCHOM UHGEK-
uuu SARS-CoV-24epes 6 MecsiiieB HaGTI0AaJICST BHICOKUI TUTP
aHTUTeN. B TeueHue 5 JieT ypoBeHb CBIBOPOTOYHBIX MMMYHOTIJIO-
oynuHoB A, G, M cTabuJibHO COXpaHsieTCs B Mpeeaax HOPMBbI.
C 7 neT nocelulaeTt o011eo0pa3oBaTeibHYIO 1IKoay. PedeHok
MPUBUT MHAKTUBUPOBAHHbIMU BaKliMHaMu (reratut B, AKJIC,
MTOJIMOMUEJTUT, TeMOGbUIIbHAS ITaJI0YKa, TPUIIIT) C BBICOKMM YPOB-
HeM MOCTBAaKIIMHAJbHBIX aHTUTEJ B IMHAMMKE, YTO CBUIACTEIIb-
CTBYET O HOPMaJbHOM TYMOpPaJIbHOM UMMYHHOM OTBETE.

3axKAaloueHue

I/ saBasitoTcst 0O4eHb MHOTOTPAHHOM, CJIOXHOM MPOOIeMOii.
Ha naHHBIl MOMEHT He CylIeCTBYET JOCTOBEPHBIX CTaTUCTUYE-
CKMX IJAHHBIX O BO3pacTe HanboJjiee YacTOro BbISIBJACHUS UMMY-
HOAe(UIUUTHBIX COCTOSIHUI. HeoOX0aMMo yCUIUTh HACTOPO-
JKEHHOCTb MeIMaTPOB U HEOHATOJIOTOB B OTHOILIEHU Y paHHEH
nuarHoctuku [MU]1 y neTeit ¢ MHOXECTBEHHBIMU CTUTMaMU
NU33MOpUOTeHe3a, MOPOKAMU Pa3BUTU S JIs TPEeAYPEKIeHU T
Pa3BUTUS TSXKEJIbIX MHOEKIMI U UX OCTOXKHEH M.

Euie HeckoJibKoO JIeT Ha3a/ 3a/1a4a BKJIIOYEHU ST B HEOHATAbHbI i
CKpUHUHT TecTupoBaHus Ha [TW /] kazasach HEBBITOJIHUMOIA.
BHenpeHue B CKpUHUHTOBBIE TMarHOCTUYECKUE TPOrpaMMbl
TREC-KREC-uccnenoBaHus, HECOMHEHHO, MO3BOJIUT YJy4-
IIUTb KAY€CTBO XXU3HU MALIMEHTOB C BPOXJAEHHBIMU OLIMOKAMU
MMMYHUTETa Ha pAHHUX dTamax, B YaCTHOCTU IETEH C TSIXKEIbIMU
MUMMYHHBIMU AedeKTamMu B pe3ybrarte aejaenuu 22qll. Ocodoe
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B xone ananuza 6a3bl naHHbIX naieHToB ¢ CIJI HaMu BbISIB-
JIeHbl HauboJiee YacTo BCTpevalroliecss KIMHUYECKUe MposiB-
JICHUST JTaHHOTO UMMYHoIeGUIIUTa, CPpear KOTOPBIX BPOXKICH-
HbIE TIOPOKU Ceplla, BPOXIEHHbIE TOPOKH U aHOMAJTUM APYTHX
CUCTEM, CPEIU KOTOPBIX 3HAUUMbIMHU SIBJISIIOTCS pacliieinHa
HEOA, HapYIlIeHUE TOXOIKHU, TPIXKY Pa3JIMYHOUN JJOKATU3ALUU,
odTasbMosioruyeckas naroygorus. [IpogeMoHCcTpUpOBaHHbI i
KJIMHUYECKU clyyail CBUIETEIbCTBYET O CBOEBPEMEHHOIM 1na-
rHoctuke CAI ¢ paHHUM HayaJloM 3aMeCTUTEbHOI UMMYHOTe-
panuu ¥ pallMOHaJIbHOM TAKTUKOM BeIeHU ST TaHHOTO MallieHTa,
YTO 0Ka3aJio MOJOXUTEIbHOE BJIMSIHUE HA TEUEHUE TIXKETO-
ro KOMOMHUPOBAHHOTO UMMYHoaeduMTa 10 8 J1eT. B cBsA3UM
C TeM 4TO Bce OoJjbliiee yucio nauueHTon ¢ CAJI noxuBaeT
10 B3POCJIOro BO3pacTa, BaxKeH MPOTrHO3 MPOrpecCupoOBaHUSI
3a60J€BaHM I, OMpeaeSeHNEe JOJATOCPOYHBIX MOCIAEACTBUM,
CBSI3aHHBIX C Pa3JIMYHON CTEIEeHbIO TUIIOTIIa3MU TUMUYECKOI
TKaHU U UMMYHOAehUIIMTA, YTO TpeOyeT najabHEeN X ucciie-
nosanuii. [l
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