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Peslome

Cungpom del 22q11.2 (CAO) — oanH M3 YacTbIX reHe-
TUYECKMX CUHAPOMOB C KIIMIHUYECKMU MPOABAEHUAMM
nMMyHoaepunUMTa, BPOXKAEHHOrO Nopoka ceppua (BrC),
annasvern unu runonnasren Tumyca, NnaTonormen gpyrmux
opraHoB. [oBbileHne 3HaHWA NPaKTUKYIOLWKX Bpavei
B OTHOLEHWW OaHHOro CUHAPOMA MO3BOMUT He TOJb-
KO CBOEBPEMEHHO YCTAaHOBUTb AMArHO3, HO 1 NPOASIUTb
KU3Hb MauMeHTam nyTem rpPamoTHOW AMArHOCTUKA U
nevyeHus.. B 6onblUMHCTBE CllyYaeB Npu UCCIef0BaHNAX
BbiAiBNIAeTCA Aeneuna 22q11.2, B 93% cnyyaeB BO3HUKa-
loLLasa cnopagnyecky 1 nvwb B 7% criyyaeB Hacegyemas
Mo ayTOCOMHO-AOMMUHAHTHOMY TUMY OT OJHOr0 13 POAN-
Tenen. Yacrtota Bctpeyaemoctu ot 1:3000 go 1:6000 Ho-
BOPOXAEHHbIX, B HEKOTOPbIX MOMNYNALMAX OHA AOCTUraeT
1:1000-2000. Bcero onucaHo 6onee 190 KANHUYECKUX
BapuaHToB nposasneHna CA4. B knaccnueckom BapuraHTe
CA[ npencrasnsaet cobor Tpraay B BUAe Hanbornee 4acto
BCTpeyvatowmuxca nposasnennin: BrC, rmunonnasua (anna-
31A) TUMYyCa 1 rMnoKanbunemus BCieacTere rmnonnasnm
napawmToBUAHON xene3bl. Llenbio neyeHna npu faHHOM
CYHAPOME ABNAETCA KOPPEKLNA XKN3HEYrPOXKatoLMX CO-
CTOAHWI 1 0becrneyeHre XOPOLLEro KauecTBa »U3HW Mna-
LMeHTa nyTeM KoppeKkuumm mopdonornyeckmx gedpekros,
nevyeHus 1 NPOPUNAKTUKN NHOEKLMOHHBIX OCIIOXHEHN
1 KOMNeHcauum nMmyHonornyecknx gedekrtos. B ctatbe
npeactaBfieHO ABa KAUHMYeCKuX ciy4vas. [Nepsbin ciy-
yaii: pebeHoK 3 neT, HabnlogaeMblli C 3a1eP>KKON peue-

BOrO Pa3BUTKA, KMCTOW FOOBHOMO MO3ra, peLansupyio-
el 6POHXMANBbHON OOGCTPYKLMEN, MONepXMBaHEM NpPU
efle TBEPAOV MUK U OJHOKPATHbIM 3Nn3040M ¢ebpurb-
HbIX CY[,0pOr, rMnoKanbLuuemmnen, ABNBLLENCA CJTyYaliHOM
HaxXOAKOM, NOCNYXMBLLEN «KIIOYOM» K AnarHo3sy. Bropon
cnyvan: pebeHoK 9 neT, oneprpoBaHHbI B 3 MeC Mo no-
Boay TeTpagbl Panno, Habnogaembll B JasibHeNeM B
CBA3M C peumansupyoLLen 6poHxmnanbHon ob6cTpyKumen,
YaCTbIMU, HO HETSKENbIMU PECNUPATOPHBIMU HOEKLMS-
mu. bes runokanbumemunu, 6e3 cypopor, ¢ runonnasuen
TUMYCA, aKLIeHT Ha KOTOPOW Oblf CAenaH NuLlb B BO3pacTe
9 ner.

KnioueBble cnoBa: nepBuyHbIN UMMyHOAedULNT, AeTH,
cvHapom [un Oxopaxu, Tumyc

Summary

Del 22g11.2 syndrome is one of the most frequent ge-
netic syndromes with clinical manifestations of immune
deficiency, congenital heart defect, including aplasia or
hypoplasia of thymus, and pathology of other organs.
Disseminating knowledge about this syndrome among
practicing pediatricians will allow not only to timely
diagnose, but also to increase the life span of patients
thanks to adequate management. In most cases, 22q11.2
deletion is detected during the study, of those 93% are
sporadic cases, and only 7% inherited from parents, the
incidence being from 1:3,000 to 1:6,000 of newborns, and
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1:1,000-2,000 for some types of populations. More than
190 clinical variants of Di George syndrome symptoms
have been described in all. Usually, DiGeorge syndrome is
a combination of three most frequently observed forms:
congenital heart defect, aplasia or hypoplasia of thymus,
hypocalcaemia due to hypoplasia of parathyroid gland.
The objective of therapy is to correct life-threatening
conditions and improve quality of life by correcting mor-
phological defects, infectious complications treatment
and immunity defects compensation. Two clinical cases
are presented in the article. First case: 3 year old, linked
to care due to retardation of speech development, brain

cyst, relapsing bronchial obstruction, choking when con-
suming solid food, one-time precedent of febrile seizure
and hypocalcaemia, which was diagnosed by accident but
turned out to be a key to diagnosis. Second case: 9 year
old, tetralogy of Fallot surgery at 3 months. Observed due
to relapsing bronchial obstruction and frequent but mild
respiratory infections. No hypocalcaemia, no seizures. Hy-
poplasia of thymus was diagnosed but focused upon only
at age of 9 years.

Key words: primary immune deficiency, children, Di-
George syndrome, thymus

BBepeHmne

CnHgpom geneunn 22-i XPomocombl (cuHgpom del
22g11) — COBOKYNHOCTb MOPPONOrMYecKrx, UMMYHO-
NOTMYECKNX U HEBPOJSIOTMYECKUX WU3MEHEHWI, KOTOpble
ABNATCA C/leACTBMEM AeNneuun AIHHOIO njevya OgHOMN
konuu 22-n xpomocombl — del 22q11.2 [1] c Heonpepge-
NTEHHbIM NPOTrHO30M Pa3BUTUA B paHHeM Bo3pacTe [2].

Bnarogapsi BbICOKON BapuabenbHOCTV KaK Camux
KIMHUYECKUX NPOABNIEHUN, TaK U CTENEHU UX BblPaXKeH-
HocTn cuHapom del 22g11.2 nonyuunn B niuTepaType MHO-
»ectBo Ha3BaHu: CATCH22 (Cardiac defects, Abnormal
facies, Thymic hypoplasia, Cleft palate, Hypocalcemia,
del 22), WnpuHTtyeHa cnHapom (BMC, BpoxaeHHas pac-
WennHa HEBGa 1 NuueBble aHOManun), cuHapom Kannepa
(cuHppom Kpuyawero nuua — BINC B coyeTaHUn ¢ acum-
MeTpuen nvua BCIefCTBME OGHOCTOPOHHEN runonnasmnm
nuueBbix mbiwy) 1 ap. [1, 31. B cnyyae del 22q11.2 xpo-
MOCOMbI C UMMYHHbIMU fedeKTamyi NPUMEHAT TEPMUH
cuHgpom Oun Dxkopmxkm (COAO), D82.1 B MKB-X. B To e
Bpems ¢eHotmn CAL onucaH npu pgeneumax 10p13-14,
17p13, 18921, 4921.3-925, ankoronbHOM 1 gpyrux epeto-
naTtusax [4, 5].

UcTopunueckas cnpaBKa

M3onnpoBaHHasa annasua TMMyca Bnepable 6biia onu-
caHa B 1929 r. J. Harrington. CouetaHuve annasum Tumyca
c runonapatupeosom — B 1959 r. A. Lobdell [6]. Tpragy
B Buge BIC, runonapaTtnpeosa v annasum TMMmyca Brep-
Bble onncan amepukaHckmim sHgokpuHonor A. Di George
B 1965 r. [7, 8]. lMpepnonoxeHune o B3anmocsasn CAJ1 c
Jeneumen OAVNHHOMO nyeya 22- XpOMOCOMbI BNepBble
6b1n10 BbicKa3aHo B 1981 r. [4].

ITVUoONOrnA N naTtoreHes

OcHOBY JaHHOr0 CMHAPOMa COCTABAAOT HapyLUeHUA
$OpPMUPOBaHUA OPraHOB, MPOUCXOAALNX U3 TPETLEN 1

YyeTBepTON »KabepHbIX Ayr: H/XHAA YacTb IMLEBOrO CKe-
neta, TMMyC, NapalTOBUAHAA Xene3a, BepxHue oTaensbl
cepaua 1 MarmcTpanbHbIX cocyaoB. B 6onbwnHcTBe Cy-
yaeB Npu UCCnefoBaHUAX BbiABNAeTCA geneymna 22q11.2,
B 93% cnyyaeB BO3HMKaKLWaa cnopaguyeckn, 1 nib B
7% Hacnegyemas no ayTOCOMHO-AOMUHAHTHOMY TUMy oT
OfHOrO 13 poguTtenen. B peakux cnyyaax reHeTnyeckom
npuunHon C[ ABnaeTca nepecTponka Apyrnx Xpomo-
com[1,7-9].

HecmoTpsa Ha TO, UTO pa3mep BbinadaloLlero yyactka
BapbupyeT OT 1,5-2 MAH MapHbIX ocHoBaHui (10-12%
cnyyaes) Ao 3 maH nap (85-90%), cteneHb Bblpa)KeHHO-
CTU KNMHNYECKMX MPOABIEHNI HE 3aBUCUT OT pa3mepa
NOTEPAHHOrO y4yacTka. A y nayMeHToB C UAEHTUYHbIMU
yyacTKamu geneuny UMerT MecTo pasHble deHoTunmYe-
CKMe BapuaHTbl CHAPOMa. B To e BpemA yCcTaHOBNEHO,
yTO NoTepA reHa TBXT NnpuBOAUT K HApYLUEHWIO pa3BUTKA
dbapuHreanbHbIX Ayr, YTO NPUBOAUT K HapyleHuto dop-
MMPOBaHUA cepAua M MarncTpanbHbIX COCYAOB, UMMY-
HOMOrMYeckum HapyweHuam u T.4. Jeneuna reHa COMT
accoummpoBaHa € NoBefeHYeCKUMN N YMCTBEHHBbIMM Ha-
pyweHunamm [1].

K ¢akTopam pucka passutusa del 22q11.2 oTHocAT
caxapHblil Anabet y maTepu, BUPYCHYIO WHPEKLMI0 1
BO34eNcTBue ankorona B | TpumecTtpe 6epeMeHHOCTH

[4].

nupemvionorna

He nmea nonoBbiX N STHNYECKMX Pa3nnynin, CAHAPOM
del 22911.2 3aHMMaeT BTOpoe MEeCTO MO YacToTe nocse
cnHgpoma [ayHa, BcTpevaeMocTb cocTasnseT ot 1:3000
Ao 1:6000 HOBOPOXKAEHHBIX, B HEKOTOPbIX MOMYNALUAX
pocturaet 1:1000-2000[1, 6,7, 9].

MporHo3 npu CAL onpefenaetca Bblpa)KeHHOCTbIO
MOPPONOrMUECKNX M MMMYHONIOTMUYECKMX HapyLUEHWIA.
[pn 3TOM neTanbHOCTb Ha MEPBOM FOAY MWU3HW COCTaB-
nAaet nopagka 4%. OCHOBHOW MPUYMHOWN NeTanbHOCTU
asnatotca BMC (87%). VIHPeKLMOHHbIE 1 SNEKTPONNTHbIE
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HapyLeHNA 3aHMMalOT BTOPOE M TpeTbe MeCTo Cpeau
NPUYNH CMEPTN Y JaHHbIX NauneHToB [2, 5, 7].

B 60nbLUMHCTBE ClyyaeB NOCTaHOBKa AMarHo3a npo-
NCXOAMUT B AeTCKOM Bo3pacTe. Tak, no gaHHbIM V.A. MNaww-
HWHOW, B BO3pacTe A0 6 MeC AMarHo3 Obln yCTaHOBJIEH B
50% cnyyaeB HabnogaemMbix MU feTel, B Bo3pacTe ¢ 2
o 7 net — 28,9% cnyyaes, ¢ 9 go 16 net — 21,1%. lNocTa-
HOBKa AMarHo3a B3pOCibiM MPOUCXOAUT, Kak MpPaBuno,
nocne poxgeHna 60nbHOro pebeHka NnKn B Xofe reHeTu-
YecKoro CKpUHWHra cpeam rpynn pucka [5, 10].

AHanun3 nuTepaTypbl MO3BONAET YTBep)KAaTb, UTO
0CBEeAOM/IEHHOCTb MeANLMHCKOro coobLiecTBa O Bapu-
aHTax deHOTUMMYeCKUX MpoABAeHU Aeneunn 22q1.2
OCTaeTcA OrpaHNYeHHON, B CBA3M C YeM MHOTMe B3POC-
nble C AaHHOW FeHEeTUYECKOW MOSIOMKONM, OCOBEHHO He
MMetoLLne TUMNYHBIX KNTMHUYECKMX MPOABIEHNI, OCTalOT-
€A HegmarHocTnposaHHbimu [5, 10].

BaprabenbHOCTb KINHNYECKUX NPOABNEHUIA NO3BO-
nAaet pasgenate COL Ha NOMHbIA KU HENOJMHbINA (YacTny-
HblIl), KOrga TUNNYHbIE NPOABNEHNA HE MEIOT BblpaXeH-
HbIX MPU3HAKOB NMMyHozeduumTa [1].

AwnarHocTtnuyeckmne Kputepun

Bcero onuncaHo 6onee 190 KNMHNYECKMX BapaHTOB
nposasnerHnsa CAL. B knaccnueckom Bapuante CAL npea-
cTaBnseT cobol Tpuagy B BUAe Hambosee Yyacto BCTpe-
vatowmxca npossneHun: BIC, runonnasua (annasus)
TUMyCa 1 rMNoKanbLMeMmsa BCNeaCcTBre rmnomniasmm na-
pawmnTOBMAHOM enesbl [7].

C uenblo obneryeHNsa OMArHOCTUYECKOro MOWUCKa,
a TakXKe BblpaboTKM TaKTUKM BEAEHUA MaLeHTOB npej-
NOXeHbl KpUTepun NOAHOro 1 YyactuyHoro CAA.

Ona nonHoro CJJ] xapakTepHO coyeTaHMe BCeEX ye-
TbIpeX NPU3HAKOB:

1) cHuxeHune/otcytctBne CD3+4 T-knetok (meHee

50/ mm3);

2) nopTBepxAeHHaa aTUMMUA B BUAE CHUPKEHUA paH-
HUX TUMUYecknx murpaHtoB (CD3+CD45RA+
+CD62L+ kn/mm3 n/vnu TREC<100/100 000 T-kne-
TOK);

3) runonapatupeos;

4) BIC.

Yactnunbin CAL moxKeT nmeTb JOCTOBEPHble KpuTe-
pun B BUAE CHMXeHuA unu otcytctema CD3+ T-kneTok
(MeHee 500/MMm3) B TeueHME NepBbIX TPEX JIET *KU3HU B CO-
YeTaHUN C ABYMA 13 CIeAYIOWNX NPU3HAKOB:

1) KOHOTPYKTasbHbI BPOXAEHHbIA MOPOK cepaua

(KTK BMNCQC);

2) nabopatopHas UK KIMHUYECKN BblpaXkeHHas T1-
nokKanbunemms;

3) peneuua 22q11.2 XpOMOCOMbI.

O BeposaTHoM uactnuHom CI[] cnegyeT rosopuTb,

nmes couyeTaHue: cHmkeHne yposHa CD3+ T-knetok (me-

Oyu KUOHaJIbHaA ANarHOCTMKa

Hee 1500/MMm3) B TeUEHME NEPBbIX TPEX JIET XKU3HW U Jene-
umio 22q11.2 XpOMOCOMb!.

OTCcyTCTBME FeHeTMYeCKoro MoATBEepPXAeHUA aene-
LM NPU CHYXKEHUN YPOBHA T-KneTtok meHee 1500/mm3
No3BONAET YCTAaHOBUTb BO3MOXHbI YacTuUyHbIn COL npu
Hanuuun BMNC wnn rmnokanbunemmu, unn gucmopodus-
MOB N1, AW pacliennieHns Héba [1].

KnuHnueckne npoAaBJsieHnNA

MHoroob6pasue KnmHnyeckux nposeneHnin CAL tpe-
OyeT HaCTOPOMXEHHOCTY B OTHOLLEHV IAHHOMO CMHAPOMa
y CNeuranmncToB pasfnyHbiX HanpasneHnin. PeHotTunnye-
CKVie BapUuaHTbl U YacTOTa YKa3aHbl B Tabnuue [1, 2, 7, 9].

WHcTpymeHTanbHo-nabopaTtopHas
AVAarHoCTuKa

PasHoobpasne dpeHOTUNUYUECKNX MPOSBIIEHWI HALLIO
OTpa)eHne B M3MEHEHMSAX, BbIABNAEMbIX Kak Mpu abo-
pPaTOPHON, TaK U MPU NHCTPYMEHTaNIbHOW AMAarHOCTUKE.

M3meHeHnA B UMMYHHOI c1cTeMe NPUBOAAT K NOAB-
neHnio NUMGONEHNN B KIMHUYECKOM aHanv3e KpoBu 1
CHVKEHUNIO YPOBHSA HauBHbIX T-NMMPOLUTOB NpY UMMY-
HopeHOTUNMPOBAHUN NMMOLMTOB, PA3NIMUYHON CTene-
HW BbIPa)KEHHOCTU. TaKKe OTMeYaeTCA CHMMXeHNe OTHO-
LeHNA YPOBHA HaMBHbIX T-KNeToK K T-kneTkam namATu.
N3meHeHnsa ypoBHs B-numdoLUTOB BapuaTBHO, TakK Xe
KaK 1 ypoBeHb UMMyHornobynmHos A, M n G, KoTopbliii
BapbupyeT OT HOPMasibHbIX 3HAaYeHU OO BblpaKeHHOMN
runorammarnobynuHemun [1].

C yyeTom 4acToTbl MOPa)KeHWA NapaLMTOBMAHbBIX U
LMTOBUAHBIX >Kene3 oLeHKe MOANieXkaT TakkKe YypOoBeHb
VMOHN3MPOBAHHOTIO KaNbLusA, MapaTUPEeONAHbIN TOPMOH 1
rOPMOHbI WNTOBUAHOW efe3bl.

OueHKe C NMOMOLLbIO MHCTPYMEHTalNbHbIX METOAOB
AVNArHOCTUKKN NnofnexaT noTeHumnassbHble opraHbl-MuLLe-
HU npu del 22q11.2. Tak, ¢ Lenblo onpeaeneHna nek-
TPUYECKOM aKTUBHOCTU CEPALIA MPOBOAAT UCCNIef0BaHME
aneKkTpoKapamorpammbl. IxoKI BbINoNHAWT Ansa Bepudu-
Kauuy nopoKoB ceppua. HazodapuHreanbHyo SHAOCKO-
nunio NPOBOAAT C LeNblo BblIABAEHNA NMOPOKOB /INLIEBOrO
ckeneta. Cneunduryeckomy o6cnefoBaHuio (ayauome-
TPpUA, OCMOTP C MOMOLLbIO LWEeNneBor namnbl 1 T.4.) nogne-
aT 1 gpyrvie opraHbl 1 CUCTEMbI, MOABEPXKEHHbIE Nopa-
eHnto npu geneunn 22q11.2 [1].

Mpwn ynbTpa3BykoBom guarHoctuke nnogos ¢ CA4 B
100% cnyuaes onpegenanca KTK BIC, B 41% cnyvyaes —
runonnasua Tmmyca [9, 11].

FeHeTnuyeckoe noaTrBepxpeHune

B 60nblWIMHCTBE C/lyYaeB NOATBEPAUTb reHeTUYECKI
pnedeKT ynaetca nmyTem npoBefeHus GoOpecLieHTHON
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Tabnuya
(DeHoTUNNYECKNE BapuaHTbl KNMHNYECKUX NPOABNEHUN

®DeHOTUNUYECKNA BapuaHT YacToTta Mpumeyanue

BpoxzaeHHblit nopok cepaua 80% Yalle B BapmaHTe: npepbiBaHUs Syru a0pTbl, 06LLNIA apTepuanbHblil CTBON,
TeTpaga ®anno

/IMMyHONOrMyeckme HapyLeHuns: rpubKoBble 77% Yaue nopaxaetcs T-KneTo4HOe 3BeHO. KNnuHUYeckne NposiBieHns y na-

3a60/1eBaHus, MHEBMOLUCTHASA MHADEKLNA, LMEHTA C MOJIHBIM CMHAPOMOM [ [DKOPAKYM aHanoruyHbl NposiBIEHUAM

6aKTepuanbHble 1 BUPYCHbIE NHADEKLIMN Yy NaLeHTa ¢ TSHXKebiM KOMOUHUPOBAHHLIM UMMYHOAEDULUTOM

[unokanbumemms/ Yacto HedpokanbLnHo3. CynopoxHblin cuHapom B 40% cnyvaes

runonaparmpeos

[TopaxxeHne HOCOrMOTOYHOIO annapara 70-90% B 36% cny4aeB 0TMe4aeTCcs 3aTPyAHEHMe rNoTaHNs 3a CHeT BenomapuH-
reafibHOi HeAOCTaTO4HOCTU. GpbIrBaHMe Yepes HOC, B CTapLLeM BO3pac-
Te — HOCOBOI1 OTTEHOK ronoca. MpumepHo y 1/4 nauneHToOB BCTpeyaoTes
pacLLeNnHbl HEGA. Pa3fBoeHne y3aeykn HEOQ, rHyCcaBbIii OTTEHOK rosoca,
CHKEHME 000HAHNSA, KOHAYKTUBHASA /WU CEHCOHEBPanbHas TYyroyxocTb

XapakTepHble Y4epTbl nua YacTto VIOIMHEHHOE NIULL0, MUKPOrHATUSA, PETPOrHATIS, LMPOKAs nepeHocuLa,
MenKue 3y6bl, aCMMETPUS INLA NPU Miade, ONyLLEHHbIe BHNA3 YrOMKK pTa,
rMNepTeNopu3Mm rnas, HU3KO NMOCAXEHHbIE U AeDOPMUPOBAHHbIE YLLHbIE
PaKoBWHbI, 6YIbO00BPA3HbINA KOHYMK HOCA

CKNOHHOCTb K ayTOMMMYHHbIM 3a60/1€Ba- Yactota He | HOBEHWUNbHbI PEBMATONAHbIA apTPUT, ayTOUMMYHHAs FeMONTUTUYECKast

HUAM yKa3aHa aHemus, BOcnanuTesibHble 3a6051eBaHMS KiLLeYHnKa, 60ne3Hb penBca,
ayTOMMMYHHbI yBEWT, 6pOHXMaNbHas acTMa

OnopHo-ABurateNibHas cucTema 45% CKOnmMo3s, TpebyHoLLNA XUPYPruyeckoro neqeHuns B 6% cnyyaes. AHoOManum
LUEMHbIX NO3BOHKOB, PYyAHble NO3BOHKK B hopme 6a604eK

[emartonoruyeckas cucrema 30% TpomboumTonexnus

3agepxka hn3nyeckoro pasBuTus Yacto HusKoe 1 gucrapmMoHW4HOe no macce

3ajepxxka pe4eBoro 1 NcUXoMOTOPHOro 70-90% Y 10-30% nauueHToB ¢ cunapomom del 22q11.2 B NOAPOCTKOBOM U

pasBuTUS B3POCNIOM BO3PacTe 0TMEYaTCA 6UNONAPHblE PACCTPONCTBA, LLIN30(PEHUS,
Ln30adydreKTBHbIE PaCCTPONCTBA

rmépuansauum in situ (FISH) ¢ AHK-3oHgom TUPLE | (HIRA)
C uenbio BepuduKaumm reHetTnyeckoro aedekra. B tom
cnyvae, korga FISH-rubpugunsaums He gana oTBeT Ha BO-
npoc o reHeTnyeckom ocHose CL1[], npoBOAAT XPOMOCOM-
HbII MUKPOMATPUYHBIN aHanM3 UM CPaBHUTENIbHYIO re-
HOMHYI0 r1bpuausaumio. AnbTEPHATUBHBIMA MeToZamu
BbIABMIEHNA TE€HETUYECKON MPUUUHbI CUHAPOMA MOTyT
ObITb My/IbTUMNNEKCHAsA NnrasHas amnnndukauma (MLPA),
npamoe cekBeHupoBaHue no CeHrepy reHa TBXT wnu
onpegeneHve geneuuun/gynnvkaumm B reHe TBX1 meTo-
nom MLPA [1].

JleyeHme

Llenbto neyeHus npu JaHHOM CUHApPOME SBNAETCA
KOPPEKLMS >KU3HEYrpoXalolMX COCTOAHWUIA 1 obecne-
YeHre XOPOLLEro KayecTsa »KM3HY NalueHTa nyTem Kop-
peKkunn mopdonornyeckrx gedeKktos, neueHusa/npodpu-
NAKTUKN MHOEKLMNOHHBIX OCTOXHEHUA 1 KOMMEeHcauum
MUMMYHOJIOTMYeCcKUX AedeKToB.

Xvpypruyeckas KOppekuusa MOpPOKOB Pa3BUTUA He
OT/INYAETCA OT KOPPEKLUM NOPOKOB MpK APYrnX COCTOA-
HUAX, O HaKOo TpebyeT 0cO60I HACTOPOXKEHHOCTY B OTHO-
LWEeHMN NHPEKLMOHHbBIX OCNOXHEHNIA [1].

C uenbio BO3MELLEHNA CHUPKEHHOTO YPOBHA UMMY-
HOrNo6yNMHOB NPOBOAAT UX BHYTPUBEHHOE BBefeHNe
(B po3e 0,4-0,6 r/kr 1 pa3 B 3—4 Hep), KOHTPONMPYA KOH-
LeHTpaumio B KPOBW Nnepep BBefeHveM, AnA Noaaepxa-
HMA LeneBoro ypoBHa 6-7 r/n IgG. B cnyyae Hopmanb-
HOW KOHUeHTpauuu IgG 1 HapylweHna cneundryeckoro
aHTUTeNI006pa3oBaHNA CpefHAA [03a AN PerynsapHoro
BBELEHUNA BHYTPUBEHHbIX UMMYHOFN06YyNMHOB — 0,5 r/Kr
maccbl Tena [1].

MpodrnakTvka VHPEKLMNOHHBIX OCIOXKHEHWI MPO-
BOAUTCA BeCb nepuog numdoneHnm B BO3pacTHbIX J03ax
KO-TPMMOKCA30/10M, a3UTPOMULIMHOM, GJIYKOHA30/I0M U
Apyrumm npenapatamu [1].

3amecTuTenbHaA TepanuA npenapatamy  KanbLuA
NPOBOAMTCA Y AeTen C runokanbumemmen. MOHUTOPUHT
YPOBHSA KaNbLA PeKOMEeHL0BaHO BbIMOJIHATL B TeYeHne
XKW3HW C nocnegylolien Koppekumen Ao3 npenapaTtos
KanbuuaA 1, BO3MOXHO, Tepanuel ButammHom D [1].

KnuHnueckne HabnogeHns

KnuHunueckoe Ha6nwogeHue Ne 1. [lMaumeHT B,
3rofa, poaunca oT MonoAbiX 340POBbIX poauTenen. Matb
pebeHKa HabntogaeTca Kapanonorom ¢ AnMarHo3om npo-
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nanc MMUTPaNbHOro KnamnaHa 1 CT., SHLOKPMHOIOroM —
AYTOMMMYHHbBIN TUpeouauT, 3yTpupeos. OT nepeon be-
pPEMEHHOCTI, NpoTeKaBLel Ha GoHe Yyrpo3 npepbiBaHNA
Ha 12-11 1 20- Hepensx, NOTpPeboBaBLUMX CTALNOHAPHOIO
neveHus. Poabl nepBble, CPOUHbIE, Yepe3 ecTecTBEHHbIE
poposble nyTu. Macca Tena npu poxgeHuu 3000 r, anu-
Ha 51 cm. OueHka no wkane Anrap 7/8 6annos.. bbin Bbl-
nMMcaH 13 PoaWMIbHOIO AoMa Ha 4-e CyTKU Xn3HU. Poc u
pa3BuBanca no Bo3pacTy. BakunHMpoBaH MO BO3pacTy,
6e3 natoniornyeckux peakuuii. Habnogaetca HeBposo-
rOM B CBA3M C 3a[€PXXKOW PeyeBOro pasBuTUA, KUCTON
rOfIOBHOIO MO3ra; OpTONefoM C AMAarHO30M MJIOCKOCTO-
nuA. HacnepcTBeHHOCTb MO aToMUK, GPOHXONErOYHOW
naTonorum He otaroleHa. MepTBOPOXAEHHbIX, CMepTeit
B paHHeM Bo3pacTte, 6ecniofHbIX Nnap B POAOCIOBHOW
HeT. /13 aHamHe3a 3aboneBaHWA M3BECTHO, UTO B BO3pac-
Te 8 Mec pebeHOK Obli rocnMTaIM3NPOBaH B CTaLMOHApP
B CBA3M C Kawnem, GebpunbHOM NMXOpajKoW, Monepxu-
BaHMEM Mpu ynoTpebneHun naxkon nuwm. Beinvcan u3
CTauunoHapa vyepes 23 HA C AMAarHO30M «OCTPbIVi BPOHXM-
ONUT, AibIXaTesNbHasi HegocTaTouHocTb (OH) | cT. Debpunb-
Hble cygoporu». B Bo3pacte 1 roga 3 mec NOBTOPHO ro-
CNUTanM3nMpoBaH B CTaLMOHap, TPaKTOBaNCA Kak naumneHT
C AarHo30oMm «oBCTPYKTUBHBIN 6poHxuT, [H | cT.». B BO3-
pacte 2 neT TpWXAbl rOCNUTaNM3NPOBaH B CTalMOHAapbI
ropofia B CBs3¥ C pa3BUTUEM OPOHXMaNbHOW 06CTPYKLUN
Ha PoHe BMpPYCHOW MHdeKUMK. B 3TOM e Bo3pacTe anA
NCKNIOYeHMA MyKoBKcLao3a bbina npoBefeHa noTtosas
npo6a — xnopuabl 51 MMonb/n (Hopma fo 60).

B Bo3pacTte 3 net pe6eHOK 6bl1 OCMOTPEH MYNIbMOHO-
NOroMm, TPAKTOBANCA KaK MauMeHT C peuranBupyowmnm
6poHxuToM. PekomeHpoBaHa Tepanusa OygecoHuaom
500 mkr/cyt pnutenbHocTbio 3 Mec. Ha ¢doHe Tepanuu
COXPaHANNCb 3MM304bl OPOHXMANBHON OOCTPYKLUMM Ha
$OHe pecnupaTopHbIX MHOEKUMA, Mama OTMeyana mno-
ABNEHVE pPeunanBUPYIOLWEro KaHAMAo3a MOMoCTM pTa,
B CBA3U C YeM MaMa CaMOCTOATENbHO OTMEHWA Tepanuio
6ypecoHnaom yepes 1 mec oT Hauyana Tepanuu. C ue-
Nbl0 YTOYHEHWA [MarHo3a pebeHoK Obin rocnuTanusu-
poBaH Ansi obcnegoBaHus. MNpu ocmoTpe obpalianu Ha
cebs BHVMMaHME HUW3KO MOCAXKEHHbIE YLUW, FUMOMNIa3us
KPbINIbeB HOCA, KBAaAPATHbIN KOHYMK HOCA, CUHOAKTMANA
-1l nanbueB cToOn, KOPOTKUIN CUCTONMYECKWN LWYM B
Touke boTknHa-3pba. OgHOKpPaTHO B X04e rocnuTanmsa-
LUK NPY SMOLMOHANIbHOM BOSTHEHUM Obin 3adpMKCMPOBaH
cumnTom Tpycco. Mpwn aHanu3e nabopaTopHbIX AaHHbIX
obpalyann Ha cebsa BHUMaHUe: numdboneHna (MMmpoumnTbl
19%, abc¢. 1520), noBblLWeHHbIN ypoBeHb IgE 112,5 ME/ mn
(Hopma fo 45). YpOoBHM OCTanbHbIX NMMYHOrNOOYMHOB
6bIIM B Npefenax HopMasnbHbIX 3HaveHui: IgA 1,46 r/n
(Hopma 0,7-4,0),1gG 8,0 r/n (Hopma 7,0-16,0), IgM 0,87 r/n
(Hopma 0,4-2,3). B buoxmmmyeckom aHanmse KpoBu 06-
palano Ha cebs BHMMaHUE CHIVXKEHVE YPOBHA MOHU3M-
poBaHHoro Kanbuma go 0,92-1,13 npn Hopme 1,15-1,27.
Mpy 3TOM ypoBeHb 0bulero KanbUma OCTaBanca B npe-
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JAenax HopMasbHbIX 3HAYeHUN. YPOBEHb MapaTropmMoHa
6bin CHUKeH — 0,8 nmonb/n (Hopma 1,6-6,9). Mo AaHHbIM
aneKTpoKapanorpadum BbiABEHbl OAMHOYHbIE Npe[-
cepaHble 3KcTpacucTonbl. 1o gaHHbIM Ox0oKI Ha ypoBHe
CTBOJa NIEFOYHOWN apTepUN OTMEUYEHO YCKOPEeHMe KPOBO-
TOKa fo 1,31 M/c, rpagveHT gaBnenuva 7 mm pT.cT. [1o gax-
HbIM Y3/ 6ptoLHO NONOCTY BbIsIBIEHA YMEPEHHas rena-
ToMeranusa. Y3/ noyek n MoOYeBOro ny3blpa NaTooOrnm He
BbIABMUAU. KOMNbloTepHaa ToMorpadua opraHoB rpyaHom
KNeTKM BblAABMMA rMNonaasnio TMmyca u npaBopacnosno-
»KeHHyto aopTy. [1pn 3HAOCKONUN BbIABAEHO CyXeHue B
BEPXHeN TPeTu TPaxeu 1 Ha rpaHuLe BepXHen 1 cpefHen
TpeTu NULLEeBOAa 3a CUYET NpuneratroLen NynbCcupytoLlen
CTeHKM aopTbl. B cBA3N ¢ nopo3peHnem Ha CAL 6bino
peKkoOMeHA0BaHO reHeTn4Yeckoe nccnefoBaHmne, KOTopoe
noaTeepawno Hanuume geneunn 22q11.2. KatamHectu-
yeckoe HabnogeHne 3a AaHHbIM NaUMeHTOM 4O BO3pac-
Ta 7 neT: pebeHOoK Haxo4uncA Ha JOoMallHemM 0byuyeHunu,
pecnupaTtopHbIM1 UHPeKUMAMU G6onen 1-2 pasa B rog,
B BUAe Nerkowm pvHopeun. B guHamnke ypoBHUW MMMYHO-
rnobynuHos A, M, G coxpaHanucb B npegenax Hopmarb-
HbIX pedepeHCHbIX 3HaUEHWI. 3aMecTUTeNIbHasA Tepanus
BHYTPVBEHHbIMY UMMYHOTI00YNIMHaMU He TpeboBanach.

KnuHnyeckoe Ha6nogeHune N2 2. MayneHt M., 9 ner.
N3 aHamHe3a WU3HM M3BECTHO, YTO PebGEHOK C OTAro-
LEeHHOM NO aTonMM HacneACTBEHHOCTbIO (y OTua annep-
rMYecKUin PUHKT, y fieAa MO NIMHUKU OTua GpoHXManbHan
acTma), TpeTbelt 6epemeHHOCTU (1 — pebeHOK 340pPOoB,
2 — 3amepluan 6epeMeHHOCTb, 3 — HacTosALas), NpoTe-
KaBLLUel Ha poHe yrpo3bl NpepbiBaHNA ¢ aMOynaTOPHbIM
neyeHnem. Pofbl BTOpble, CPOYHblE, Yepe3 ecTeCTBEH-
Hble pofgosble NyTn. Macca npu poxgeHun 3190 r, gnvHa
50 cm. OueHka no wkane Anrap 9/7 6annos. B nepuoge
HOBOPOXXAEHHOCTM BblsiBNIeHa TeTpada Panno, onepatms-
Hoe neyeHne nposefeHo B 3 mec. Cygoporu oTpuualtoT.
Habntomaetca annepronorom ¢ AVAarHO30M «aTOMMYeCKUi
JlepMaTunT», OPTOMNeAOM C AnarHo3oM «bonesHb LLnpeHre-
Ns», NYyJIbMOHOMIOTOM — «PeLVANBUPYIOLLIA OPOHXUT.
B nepuopne ot 2 fo 5 neT Haxoauncs Ha 6a3ncHON Tepanuu
nynbMnKopToM 500 MKr/cyT, Ha pOHE KOTOPOW COXpPaHs-
nacb OpOHXManbHasi OBCTPYKUUS MNPV PecrmpaTopHbIX
MHpeKLMAX, C YacToTon 5-6 pa3 B rod. C Bo3pacTa 6 neT 1o
9 neT ANUTENbHYIO TepPanuio NHraNAUMOHHbIMK CTepOou-
JamMu He nonydasn. bpoHxmanbHaa obCcTpyKuua Ha ¢poHe
OP3 KynupoBanacb KOPOTKUM KypcOM OPOHXONMUTUKOB
n 6ypecoHnpa B fose 1000 mkr/cyt. Mpy ocmoTpe obpa-
Wann Ha cebAa BHMMaHME: HU3KOMOCAaXKEHHbIE YLUW, FUMO-
nnasva KpblUIbeB HOCA, «B3AEPHYTbIN» KOHUMK Hoca. Mpu
nabopatopHoM 06cnefoBaHNM OTMeYEeHO: NUMbONeHNA
(1480 abc., 10%), HoOpMasbHbIN YpoBeHb 06LLIEro 1 NOHU-
3MPOBAHHOrO KanbLys, HOPMaJibHble YPOBHW UMMYHOTNO-
6ynuHoB A, M, G n E. Mo gaHHbIM 3nekTpokapguorpadum
naTosniornm He BbisiBNeHO. o gaHHbIM IXoKI — cocTosHne
nocse onepaTMBHOro neveHuaA Tetpagbl Panno. B Bospacte
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9 neT NpoBeAeHa KOMMbloTepHasa ToMorpadua opraHoB
rPYAHON KNEeTKK, rae BrepBsble Obifia onvcaHa runonniasuns
Tumyca. B xoge peTpocneKkTMBHOro aHanmsa paHee npo-
BeZEHHbIX KOMMbIOTEPHbIX TOMOrpaduii c Bo3pacTa 1 rog
[0 9 neT TakXKe OTMeYeHa rmnornnasuna TMMyca, oTcyTcTeue
N3MEHEHWUI NTIero4YHON NapeHXMbl, BHYTPUTPYAHOWN NUM-
dapgeHonatun. B ceA3M ¢ runonnasuven TmMyca y nayneHTa
¢ TeTpagon ®anno 6bIO NPOBEAEHO rEHETUYECKOe WUC-
cnefoBaHve — BbiABNeHa fieneuna 22q11.2, yto noareep-
aunno cuHapom [n Jxxopaxu.

3ak/oueHme

CoBpeMeHHble JOCTUXKEHUA [EeTCKOW  Xupypruu,

VMMYHOJSIOFMW, TEHETUKN N PENPOLYKTONOrMN NPOrHo-
3UPYIOT POCT NonynAumMn naumeHToB ¢ 22q11.2. Cosep-
LUEHCTBOBAHME TEHETMYECKUX METOAOB [AMArHOCTUKM
OTKPOET HaM HOBble, bosee «MArkre» GeHoTUMbl JaHHOTo
CUHApPOMa U noTpebyeT OONbLIeN HACTOPOXKEHHOCTM B
OTHOLLUEHUWN HEero CoO CTOPOHbI CMeLNanncToB PasanyHbIX
HanpasfeHun.
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