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Pesiome

B cTaTbe npuBeneH ciy4vain COBCTBEHHOrO KNMHWYeCKoro HabnwoaeHus cuHapoma an Jxopaxu (CMHAPOM
aeneuunn xpomocombl 22q11.2) y pebeHka. OTMeyeHbl 0CO6eHHOCTU TeyeHns 3aboneBaHnsa C LJOMUHUPOBaHMEM
KAWHNYECKON CMMNTOMATUKN BPOXAEHHbLIX MOPOKOB CcepALa, COCYAOB U nerkux. NMpueeaeHHbI cnyyan
AEMOHCTPUPYET CNOXHOCTb ANArHOCTUKU HEMOAHOro cuHapomMa Aun [XopaXun € yMEPEHHbIMU
MMMYHONOMMYECKMMN HapyLLEHUAMN N NPEXOAsLLEN rMnoKanbumeMment. TakTMka BeAeHUs naumeHTa Ao KHa
6bITb OPMEHTUPOBAHA He TONLKO Ha XUPYPruyecKyto KOppeKLm1o BPOXAEHHOro NopoKa cepaua, HO U Ha
NpodUNaKTUKY MOBTOPHbIX NHMEKUNOHHbLIX 3ab60neBaHM U rMNOKanbLNEMUU, UTO NpPeaynpexXaaeT OCNOXHEHHOe
TeueHue 6one3Hn 1 onpegenseT 61aronoNyyYHbIA NPOrHO3.

KniouyeBble cnoBa

cMHApPOM Au [KOpAXM, BPOXKAEHHbIA MMMYHOAEDULMT, AETU.
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Cratbsa ony6nukoBaHa Ha c. 124-127

CnHApPOM BNepBble ONMMcaH aMepuKaHCKUM neanaTpom-aHaokpuHonorom Di George Angelo Mario B 1965
roay. CvHgpom On Oxopaxu (COA) (MKB-X — D82.1) aBnsieTcsa BpOXAEHHbIM 3aboneBaHMEM MMMYHHOMN
cucTtembl. KNMHMYECKN AaHHbIM CMHAPOM OMNpeaensieTcs Kak NepBUYHbIN MMMyHoaedpununt ¢ aedektom T-
KJI€TOYHOr0 3BeHa MMMyHUTEeTa B KOMOBMHauuuM C rMno- wauM anjasver napawuTOBUAHbIX Xenes,
BPOXXAEHHbIMW MOpOKaMn cepaua W 4acTbiM BbiBNeHMEeM ManbdopMauuMin nNumueBor 4vactu depena. Y
6onblWMHCTBA nNaumeHTOB HabnwgaloTcs 3agepXka GU3NYECKOro U NMCUXOMOTOPHOIO  pasBuUTHUS,
HapyLeHUe KOrHUTUBHbIX YHKLMWNA.

3aboneBaHve pa3BuBaeTCa B pe3ynbTaTe HapylweHus 3MbpuoreHesa 3-4 rA0TOYHbIX KapMaHoB, U3
KOTOpbIX B HOpMe Ha 6-i Hegene BHYTPUYTPOOHOro pa3BuTus (OPMUPYIOTCS TUMYC W NapalMTOBUAHbIE
enesbl. [lopaxalTca W CoCefHue opraHbl, 4YTO B AajibHeNWeM Bblpaxaetcsd AucMopdusMoM nuua:
rMnonaasuenm HWXXHEM YentCcTn, KOPOTKOW BepxHelr rybon, HU3KUM pacnosioxXeHnem un pedopmaumen
YLWHbIX PaKOBUH U Ap.

Y 2/3 peten c¢ CAOO oTMeyaroTcs KOMOMHMpPOBAHHbIE BpOXAEHHble Mopokm cepaua (BMNC) — obwwun
apTepuanbHblii  cTBOn, TeTpaga ®anno, yABOeHME AyrM aopThl, KoapkTaums aopTtbl, AedekT
MEeXOKeNyA04YKOBOW neperopoakun. HactbiMm Takxe ABASOTCA aHOMaNuMm KpynHbIX cocyaos. PopMmpoBaHue
AAHHbIX MOPOKOB MOXHO OTMETUTH ellle A0 poXAeHUs pebeHka npu ynbTpa3BYKOBOM UCCNefoBaHUW Noaa
[1, 2].

Brnepeble B 1981 roay 6bi0 BbiCKa3aHO MpeanosiokKeHWE O pPOAn Aeneumm cermMeHTa q-nneda 22-n
XPOMOCOMblI B BO3HUMKHOBEHMW cuHApoma [Ou [Dxopaxu. C HavyanoM MCNoNb30BaHWSA MeToAda
dnyopecueHTHoM rnbpuamsaummn (FISH in situ) aTa xpomMocomMHas aHoManusa maeHTuduuupyetca 6onee



yeM y 90 % 60nbHbIX C CMHAPOMOM [un [xopaXu. JlIuTepaTypHble AaHHble NOoCNeAHUX AeCATU-NATHaALATH
NeT CBUAETENbCTBYIOT O MHOroobpasnn ANCNoKaumMm reHeTU4Yecknx n3MeHeHnn npn nogobHom KkombmHauunm
KIWMHUYECKMX nposBneHui. OnucaHbl CcnydYaM CUMMNOTOMOKOMMJeKca cuHagpoMa [Au  [kopaxu npu
nokanusauuu aeneumun apyrinx xpomocom — 10p13, 17p13, 18qg21. MNpu Hannumm KIaccnmyeckon aeneumnm
22q11.2 ncnonb3yT TEPMUH «CUHAPOM Aeneuunn 22q11.2-XpoMOCOMbI» UK «CUHAPOM Oun [xopaxun» [3-
5].

Bo3MOXHbIMK paKkTOpaMu pucka NOSIBNEHUS Aeflelmn ABASITCA caxapHbli AnabeT y maTepu, BO3AENCTBME
aNikorons M BUPYCHbIX MHMEKLNI B NepBOM TpuMecTpe 6epeMeHHOCTU. ECTb AaHHble, YTO NoBpexaeHHas
22-9 XpoOMOCOMa MOXET HacneaoBaTbCa MO ayTOCOMHO-AOMWMHAHTHOMY TuMy, TO eCTb 3aboneBaHue
nepenaeTcs OT OAHOr0 U3 poAUTENEN.

CuvHapoMm Mukpogeneumm 22qll.2 couyeTaeT reTteporeHHyi rpynny 3aboneBaHwil, MMeEOWMX B OCHOBE
OAMHAKOBYH XPOMOCOMHYI) MepecTporiky. [lepecTpoiika XpoMOCOMbI 22 gaBnseTca Haubonee yacTomn
XPOMOCOMHOV aHoManuen y pgeten ¢ BIC. Mo aaHHbIM pasHbix aBTopoB, A0 5 % petert ¢ BIMC umetoT
Takyto geneumto. Yacrtota gaHHon natonorum coctaenset 1 : 4000 HoBOpoOXAeHHbIX [2, 3].

PaHHee BbisBNeHne Mukpoaeneummn 22q11.2 y aeten ¢ BINC oyeHb BaxHO, TaK Kak Takme naumeHTbl UMerT
MOBbILIEHHbIA PUCK PasBUTUS TUMOKaNbLUUMEMUU, UMMYHOAEPULUMTA, MOC/IEONepaunoOHHbIX OCIIOXHEHWUN,
achuKcum, CMHAPOMa BHe3anHoW cMepTu, TPYAHOCTEN BCKapMIMBaHUS, a B CTaplUeM BO3pacTe — peyeBbIX
HapyLWeHW, TpyaHOCTEN B 06y4YEeHUM M YMCTBEHHOW OTCTasIoOCTU. BbisBneHue Mukpogeneumm 22qll.2 y
nauyueHToB ¢ BIIC no3Bonser CKOppeKkTUpoBaTb TakTWUKy Mnpea- M MocieonepaumoHHOro BeAeHUs TakKux
60MbHbIX, @ B [AanbHEWWEM nNpPoBOAUTbL MNPOMUIAKTUKY W KOPPEKUMIO APYrnx MaTosormyeckux
NposiBNEeHUN, CBOWCTBEHHbIX MuKpoaeneuuu 22qll.2. [Ans MeAMKO-TeHEeTUYEeCKOro KOHCYNbTUPOBaHUSA
BaXHO, 4YTO 0koso 10 % cnyyaeB Mukpogeneumnmn 22qll.2 aBnsa0TCa ceMenHbIMK [6].

CAA npeactaBnseT coboli HEAOCTAaTOYHOCTb MPEMMYLLECTBEHHO KETOYHOr0 MMMyHUTETa. B cTpykType
BCEX MNEPBUYHbIX MMMyHOoAedbWUUMTOB ero aons cocrasnser 20-25 %. [aHHbIi cnHApPOM 0b6ycnosneH
nepBMYHbIM HapylleHneM nponudepaumm n anddepeHunpokn B- n T-numdbountoB. OaHAKO «MOHbIN»
CMHAPOM [n [HXOpAXW C BblpaXX€HHbIMU @aHOMaTMSAMN UMMYHHOM CUCTEMbI BCTPEYAETCS KpalHe peako.
[unarHo3 ctaBuTCS Ha OCHOBE KJIMHMYECKOW KapTWHbI, @ TakxXe AaHHbIX nabopaTopHbiX NokasaTenen. MNpu
annasuu WauM TUNoniasmm BWIIOYKOBOM Xenesbl MOSBAATCS AedekTHble T-nuMmdounTbl, B peakuum
bnacttpaHcdhopMauumM OHM He [alT oTBeTa Ha GUTOreMarritTUHUH, OTCYTCTBYKOT T-Cynpeccopbl.
MokasaTtenn rymMopasnbHOro MMMyHUTETa Y 60nbHbix ¢ CA[ uyawie coxpaHeHbl. Y HEeKOTOpbIX 60/bHbIX
noBbllWeHa KoHueHTpauus IgE, 4yTo, BO3MOXHO, CBS3aHO C OTCyTCcTBMEM T-cynpeccopos [1]. etn ¢ COA4
NOABEPXEHbl PasfiMyHbIM  MHMEKUNAM, TMpexae BCero pAbixaTeflbHbIX W  MOYEBLIBOAAWMX MyTeN.
Bblpa>keHHOCTb MMMyHOoAedULMTa onpeaenseT YacToTy U TSXeCTb PpeKyppeHTHbIX 3abonesaHuii. CuumTatoT,
4yTO C BO3pacToM QyHKUMs T-AMMPOUMTOB BOCCTaHasBnMBaeTcd W K 5 rogaM MposiBEHUSA
MMMYHOJIOMMYECKNX HapyLeHU MOryT 6bITb KynupoBaHsbl [1, 4].

KnuHuyeckn Hanbonee MNOCTOSAHHBbIM MposiBIeHMEM 3abonieBaHus SIBNSETCA rvnonapaTtupeos, B CBA3M C
yeM Haubonee wuyactbiM pgebiotoMm CA[ ABNAOTCA TOHMKO-KIOHMYECKME CyAoporM B nepuoje
HOBOPOXAEHHOCTN BCAeACTBME rUnoKanbuneMnn. [ONUTENbHO CHUXEHHbIM YpPOBEHb KanbLWSA B KPOBWU
MoXeT obycnosnuBaTb HapylweHuUs pocta W pa3BuTua pebeHka, naTofornid KOCTHOW CUCTEMbI,
MHOXeCTBEHHbIN Kapuec 3yb6os. B 6onee nos3gHeM nepuoae XU3HW TUMOKaNbUMEMMUSA MOXET CTaTb
MPUYMHOMN BTOPUYHOIO CUHAPOMA YANMHEHHOro uHTepBana QT, XenyAo4KOoBbiX apUTMUIM U BHE3arHom
cepaedHon cmeptn [7, 8]. CuMnTOMaTtuyeckass runokasbuUMeMUss B 3HAUUTEbHOWN Mepe OC/I0XHSAET
TeyeHwue BIC.

Taknm obpa3oM, Ha nporHo3 TeyeHus CAJ[ okasblBaeT BAMSHWE YPOBEHb BbIpaXXeHHOCTU AedeKToB
cepAeYHO-COCYyAUCTON U 3HAOKPUHHOM CUCTEM, MPU «MOSTHOM» CUHAPOME — CTerneHb MMMYyHoaeduuuTa.
BBnay MHoroobpasus KAMHUYECKMX CMMNTOMOB naumeHTbl ¢ COO MoryT HabnoaaTbCs BpayaMu pasHbiX
cneunanbHoCTen.

CobcTtBeHHOe HabnwaeHue. MNMog HawmM HabnaeHneM B TeyeHue roga Haxoamncsa peberok L. 2013 roga
poXAeHns C  AMarHo3oM  «cuHapom  [n  [xopaxwu». [launmeHT HeoAHOKpaTHO nocTynan B
KapauonynbMoHonoruyeckoe otaenenme ANKB N° 2 r. [JHenponeTpoBCKa Ha mniiaHoBoe obcnegoBaHue B
CBSI3WM C MHOXECTBEHHbIMWU BPOXAEHHbIMW MOpokKaMu pa3suTtua: BIC (aTpe3ua neroyHon aptepum 2-ro
TMNA C BbIPAXEHHOM TIuMoMniasnuen CTBOSIA W BETOK JIEFOYHOM apTepun, nopaopTasnbHbii aedekT
MeXOKenyaoukosom neperopoakum  (AMXI). bonbwme aopTosieroyHbie KosiiaTepasibHble  apTepun.

HepocraTtoyHOCTb KpoBOO6paweHuns 1-i1 CT.). BpOXAEHHbLIA MOPOK PpasBUTUS JIErKUX — KWUCTO3Has
rmnonsaasus N1eBOro nerkoro. TpaxeanbHbin 6poHX crnpaBa. CybcerMeHTapHbIN aTenekTas BEPXHEN A0IU
cnpasa.

M3 aHaMHe3a XW3HU U3BECTHO, 4YTO pebeHoKk poauncsa ot 2-in 6epeMeHHOCTW, NpoTekaBller Ha dgoHe
HedponaTtuun, nNepBbiX poaoB B cpoke 40 Hegenb. lNpw poxaeHuW nokasaTenu pocrta M Maccbl Tena
pebeHka Bbiwe cpeaHero (4100 r, poct 55 cm). OueHka no wkane Anrap — 8/9 6annoB. PaHHUMN
HeoHaTanbHbI Nepuoa npoTekan C CUHAPOMOM MOBbIWEHHOW HEPBHO-pedeKTOpHON BO36yaMMOCTH,
YaCTbIMU CPbIFTMBaHUAMW, FeMOAMHAMUYECKUMKU paccTporcTBaMu. Habniopganocb CHUXEHWe caTypaunu
kncnopoza B nokoe Ao 88-90 %, npu dusmyeckon Harpyske — o 68 %.

B xone ob6cnepoBaHms 6b1M AMArHOCTMPOBaHblI BPOXAEHHbLIA MOPOK cepaua u cocyaos (AMXI, atpesusa
neroyHou aptepum) n cybcerMeHTapHbI aTenekTa3 BepxXHeW AOAW npasoro ferkoro. Torga xe 6binun
BbISIB/IEHbI MMNOKanbUMeMnUs, Kanu-Hatpuesbln aucbanaHc. OTMevanach BblpaxeHHas AnuMdoneHus npu
NMOBTOPHLIX FEMATONONMYECKUX uccnenoBaHusax (B npegenax 22-24 %). bbin 3anogo3peH cuHapom [u
Oxopoxu. WccnegoBaHue napaTUpeouaHOro rFOpPMOHa MNPOBOAMNOCL OAHOKPATHO M He  BbISBUIIO
OTK/IOHEHW OT HOPMAaTMBHbIX 3HaYeHui (napatropmoH — 11,79 nr/mn).



O4Hako C y4eToM AOMUHUPOBAHUS B KIIMHUMYECKOM KapTuHe cumnToMaTukm BIC pebeHok 6bin1 HanpaBneH
Ha KOHCY/bTaUM0 B HAYYHO-MPAKTUYHbIA MEANLMHCKUIA LEHTP AETCKOW KapAMOMIOrMm U Kapanoxmpyprum
(HNMY, AOKK) M3 Ykpawuubl. B HMML [OKK B pe3ynbtaTte nNpoBeAeHHbIX 3XOoKapauorpaduyeckoro u
ToMorpaduyeckoro nccnegosaHuii 6oin1 noaTeepxaeH avarHo3 BIMC: aTpe3ns nero4yHow aptepumn 2-ro Tmna
C BbIpaXeHHOM runonniasuen crBona WM BETOK JIerOYHOW apTepuu; nojaopTanbHbin AMXIM; 6onblwiuve
aopTo-N1eroyHble KonnatepanbHble aptepum. Ha 2OxoKI 6bina OTMedeHa yMepeHHas AeKCTpano3vuuns
aoptbl. C y4yeTOM C/I0KHOW aHaTOMWUW BPOXAEHHOrO MOPOKa €ero Xupypruyeckass koppekuus 6bina
rnepeHeceHa Ha 3 Mecsaua.

Mpn npoBeaeHMM KOMNbIOTEPHON ToMorpadum 6binM Takxke BbisiBNeHbl MOpMOAOrMyeckme U3MeHeHus B
nerkux: cybcerMeHTapHbl aTenekTad BepxHEW [0NM  CcrpaBa, TpaxeanbHbli 6poHX cnpaBa U
HEpPaBHOMEPHOCTb MHEBMAaTM3auMM JSIerO4HOMW NapeHXMMbl B HWXHENW [one feBoro ferkoro. bbino
obpalleHo BHMMaHWe Ha OTCYyTCTBME BU3yanmsaumm Tumyca.

PebeHok B BO3pacte 4 MecaueB 6bin npoonepupoBaH B HIMMLU [AKK, HanoxeH neBOCTOPOHHMUIA
MoAMDUUMPOBAHHbIA aHacToMo3 bnenoka. BTOpbIM 3TanoM XUMpPYpruyeckon KOoppekuuu cepaedyHo-
COCYAUCTbLIX MOPOKOB OblIM MNpou3BeAeHbl aHACTOMO3bl OT HUCXoAsweln aopThbl Ana obecneyeHus
a[leKBaTHOr0 KpOBOCHabxeHWMs NpaBoro f1erkoro B Bo3pacrte 9 mecsiues.

B xone HEOQHOKpAaTHO MPOBOAMMbBIX FEMATONIONMUYECKUX WUCCNeAOBaHMn Ha npen- U NOCToMepaunMOHHbIX
3Tanax ctabunbHO BbIABASNACh BblpaXeHHass NUMMONEHUs, YTO BHOBb 3aCTaBWIO AyMaTb O HanAuyum y
nauneHTa CMHAPOMa WMMMYHO/IOMMYECKOM HeAOCTaTOYHOCTM. MWHMManbHble MNokasatenu abConTHOro u
OTHOCUTENBbHOro KonmM4yecTsa NuMdoUUTOB B nepudepuyeckon Kposum Habnwganucs B Bo3pacte 4,5
Mecsiua XU3HU 1 gocturanm 16 % (1,552 « 103/mkn).

MpoBeaeHHoe B BoO3pacte 6 MecsUEB WMMYHONOrMYECKOEe WCCNeAoBaHWE BbISIBUNO HapylwleHus T-
KNEeTOYHOro 3BeHa W Mnokasatenen aroymtoda. OTMEYanocb CHUXEHWE OTHOCUTENIbHOrO KOJndecTBa
numdoumntoB, abcontoTHbIX Nokasatenen B-numdountos (CD19), HCT-TecTa, paroumnTapHOM akTUBHOCTU U
darouymTapHoro ymcna. AbcontoTHble nokasatenn T-cynpeccopos (CD8) HaxoAMNMUCb Ha HUXXHEN rpaHuue
HOpMbI (Tabn. 1).

Taomuya 1. Mokasareny HMMYHOrpaMMel NALHeHTa B 6-MecayHoM Bo3pacTe

MNoxasaTenu EnouHHUb HaMepeHHa PedepeHcHbie 3Ha4YeHunA Peaynwtar
OBWee YYCNO NERHOLMTOR »10%/n 6,8-10 .2
TuMmdroumTs % 50-60 43
AGCONKTHOS YMCNo NHMOOLMWTOR x108/n 29-51 3,006
CD3 (T-numdoumTs) ¥ AT-T6 &9
»10%/n 18-3.0 2136
CD4 (T-xennepsl) % 33-46 44
x10%n 1.0-1.8 1,362
CD8 (T-cynpeccopsl) % 17-30 28
x10%/n 0,8-15 0,866
CD16 (npvpoaHbie KUNNEep.L! ) % 12-23 25
CD19 (B-nuMmbOoUHTH) U 17-32 19
x10%/n 0,7-13 0,588
HPH (Tx,/Tc) 10-14 1.5
HCT-tect % 4-14 4
DaroyMTapHan aKTMBHOCTL % 40-70 32
darouMTapHoS YMCno 8-12 8

B cBsi3M C nogo3peHmMeM Ha cuHapom [Ou [xopoxwu (CMHApOM peneumm 22-n XpOMOCOMbI Ha mnoagucke
22ql11.2) 6bI10 MpoBEAEHO MONEKYNSPHO-UUTOrEHETUYECKOE wuccregoBaHue OIA-CTUMY/IMPOBaHHOM
KynbTypbl nAumdoumToB nepudepunyeckorn KpoBum MeTonoM FISH-aHanuza Ha uHTepdasHbix sapax C
ncnonb3oBaHnem Vysis TUPLE1(HIRA) Spectrum Orange/LSI ARSA Spectrum Green [Abbott]. FISH-
aHanu3 rokasas MoTepr OAHOro KpacHoro curHana npobbl TUPLE1(HIRA), 4TO COOTBETCTBYET reEHYy,
NIOKannM30BaHHOMY Ha XpoMocoMe 22 Ha noaaucke 22ql1.2 B 39 npoaHanusaupoBaHHbIX n3 100
MHTepdasHbIX saep. AHanu3 KOHTpPonbHOM Npobbl ARSA, KOTOpas pacrnofioXXeHa Ha XpoMocoMe 22 Ha
ancke 22ql13 BO BCeX NpoaHaM3MPOBaHHbLIX SApax, BbiABWMA MO ABa curHana (3eneHbin uBeT). bbin
onpegeneH kapuotun nuc ish (TUPLE1x1)[39/100], (ARSAx2)[100]. Takum obpasom, B 39 % cnyuaes
Habnaanucb KNeTku ¢ geneunen 22q11.2, 4to xapakTepHo Ansa cuHapoma Ou [xopaxu.

B HacTosiwee BpeMms pebeHky 2 roga. dusmyeckoe pasBuUTUE cpegHee, CHUXEH MHAEKC MacCbl Tena, yuTo
cooTBeTCcTBYeT 1-M cTeneHn rmnoTpodun. HepBHO-NCMXMYECKOe pa3BUTUE XapaKTepu3yeTCsd HeKOTOpbIM
OTCTaBaHMEM peyvyeBOro WU CEHCOpPHOro passutusl. Y pebeHka He HabNAalOTCA BblpaXeHHble MNPU3HAKKU
ancmopdum nmua. MOXHO OTMETUTb Wb OTHOCUTESIbHO HM3KOe PpacrnofioXeHWe YLIHbIX PakKOBWH, KX
He3HauuTenbHyto aedopMaunto, HU3KUIK N06. AHann3 aHaMHeCTMYEeCKMX AaHHbIX MO03BOMWA OTMETUTb
MO34HIO AeHTauWuIo, NepeHeCceHHYyo MHMEeKLMIoO MOYEBbIBOASALWNX NyTeN, AMCOMO3 KMeyHnKa, HeyacTble
M HETsKesble OCTpble pecnupaTopHble NHPEKL UK.
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Takmm 06pasoM, KJIWMHMKO-aHaMHeCTUYeCKMe KpUTepun W pe3ynbTaTbl NPOBEAEHHbIX WCCNeA0BaHUM
no3BOSIMAN AyMaTb O Hanuuuum y pebeHka HenoaHoro cuHapoma [Au [xopaxu (CMHApOM Aeneummu
XpOMOCOMbI  22q11.2). VYuuTbiBasg HEBbLICOKMN WHMDEKLMOHHBbIN UHAEKC, a TakxXe nepuoandecKkn
HabnogaeMble HoOpManbHble MnoKas3aTenu NMM@POUMTOB B nepudepuyeckon KpoBW, MOXHO AyMaTb O
6naronpMaTHOM NporHo3e Ans AAaHHOMO MNauueHTa B MaHe HMBENMPOBaHWSA B AaflbHeNLeM
MMMYHOI0rM4eCckon Hea0CTaTOYHOCTMU.

MpuBeaeHHbIV cryvan AEMOHCTPUPYET CNOXHOCTb AMArHOCTUKKU cuHApoMa Ou [Xopaxwu y AeTel, TakK Kak
npun HenonHom CAJ[], CONpOBOXAAKLLEMCS YMEPEHHbIMU WUAN HE3Ha4YUTESIbHbIMU UMMYHOSIOTMYECKUMU U
MeTabonnyeckKMMn HapylweHUsMW, Ha nMepBbii NAaH B KIWMHUMYECKOM KapTuHe Bbixoaut BMC. B
HabnogaeMoM cnyyae 3TO MpMBENO K OrpaHMYeHHOMY HabnaeHWo nauveHTa y KapAMOXUPYProB.
HecmoTpsa Ha cTtabunbHoe BbisiBieHUe NNMMGONEHUM NpU remaTonormyeckoMm obcneaoBaHnu, nauneHTy He
npoBOAMAOCE  MOBTOPHbIX  WUCCNeAOBaHWN  MMMYHOrpaMmMbl, napaTMpeovMaHoOro  ropmoHa, He
KOHTPOSIMPOBAsICA YPOBEHb CbIBOPOTOYHOMO KanbLms.

HeobxoaMMO akueHTUMpOBaTb BHMMaHWE Bpayel W poauTenen TakMX NauMeHTOB Ha KOMMIEKCHOM
HabnogeHun 3a pebeHKOM neaMaTpoM, MMMYHOJIOrOM, SHAOKPWUHOMNOIOM M KapAWONOroM C npoBeAeHneM
Y3 TuMyca, MOHUTOPMPOBAHWEM WMMMYHONOMMYECKMX MOKa3aTenen, ypoBHS MNapaTropMoHa, Kanbuus u
docdopa.

C yyeToM pacnpoCTpaHeHHOCTM CMHAPOMa Aeneumm XpomocoMbl 22qll.2 y pgeten ¢ BMC KOMMEKCHbIN
noaxon K o6cnefoBaHMI0 MaUMEHTOB C KapAWONOrMYecKOW NaTonorver AOSKEH BKAKYATb HE TOJbKO
AvHaMmuyeckoe HabnoaeHne ysknx Cneumanmncros, HO M NpoBeAeHUEe MMMYHOSIOMMYECKOM N reHeTUYECKOM
AVArHOCTUKMU.

TakTnka BegeHus naumeHta ¢ COO ponkHa O6bITb OpUMEHTMPOBAHA He TOJIbKO Ha XWUPYPruyeckyto
Koppekunto BrC, HO M Ha NpodUNAKTUKY MOBTOPHbIX MHMEKLMNOHHbIX 3aboneBaHnn U runokanabLneMmm,
4YTO NpeaynpexaaeT OCSIOXKHEHHOe TedeHue 3aboneBaHnsa N 3HaYUTENbHO YayYllaeT NPOrHo3 B OTHOLIEHUM
NPOAO/IHKUTENBHOCTM U KayecTBa XU3HU pebeHka.
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