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KoHdpepeHLUUA No opdaHHbIM U AeTCKUM
3HAOKPUHHLIM 3aboneBaHUAM
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JHAOKPUHHAA opdaHeTUKa: KNMIMWHUYECKUU CNYYAU OUATHOCTUKU CUHOPOMA OU OXXKOPIXXWU Y HOBOPOXOEHHOIO
AOCTUXEHUA U NNEPCNEKTHUB DI PEBEHKA IO PE3YJIbTATAM HEOHATAJIbHOI'O CKPUHUHT'A
BBEOEHUE. MATEPUAJIblI N METObI.
CuHapom Ou [>kopoxmn odbeanHeH B rpynny nog TeEPMUHOM «CUHOPOM Aeneunm XpoMoCOMb [TpnBoanM Halle HabnoaeHne cnHapoma v [>kopaXmn y HOBOPOXAEHHOro pebeHKa, BbIABMEHHOIO MO
22q911.2». OH OTHOCUTCA K KOMOUHUPOBAHHLIM NEPBUYHBIM UMMYHOOedUUMTaAM C CUHAPOMANbHBLIMW pe3ynbTaTtaM paclUMpeHHOro HeoHaTanbHOIo CKPUHUHrA.
nposasneHnammn. PeHotun cuHgpoma Ou xxopaxn BapnadbeneH n cMMNToMbl MOTYT pa3findaTbCA Kak B kayecTBe CKPUHMHIOBOro Metoda Anga BbidABNeHUa HapyweHun T- n B-kneTo4YyHoro 3seHbeB MMMYHHOW
MO CTENEHU TSXKECTU, TAK N NO TUNAM, HEKOTOPbIE MOTYT ObITb BbISIBIIEHbI NPU POXXOAEHUWU, B TO BPEMS cuctembl npumeHaeTca metogmka no namepenunio yposHen TREC (T-cell Receptor Excision Circle) n KREC
Kak gpyrne auarHoCTupyroTca y AeTeun B ctapllem Bo3pacTte. [lepBuyHble MMMyHOOEMDUUMNTHI (Kappa-deleting Recombination Excision Circle) — nobo4HbIX NpoaykToB popmMnpoBaHuns T- U B-KNeTo4YHbIX
BKIHOYEHbI B NEpeYeHb pacCLUMpPEHHON nNporpamMmmbl HEOHATaNbHOro CKpUHMHIra, bnarogaps Yemy peuentopoB. CHMxXeHne konnvectea TREC n/unn KREC B kpoBu cBOeTENLCTBYET O HANMUYUN KNETOYHOTIO
BO3MO)XHa CBOeBpeMeHHada AnarHocTtuka 1 nevyeHme nauneHToB ¢ cuHapomom [u [xopoxu. nepBUYHOro MMMyHoOedULNTA.
PE3YJIbTATDI.

PebeHok oT Ill 6bepemeHHOCTU, Npu cpoke 12 Heaernb Nocne NosIoKUTENbHbIX PE3YNbTaTOB YNbTPa3BYKOBOro U OMOXMMMNYECKOrO CKPUHUHIA Oblna npoBegeHa buorncusa xopnoHa - nckndveHa tpucomus. Poasi Il (cmnbcsl
300pOBbI), CBOEBPEMEHHbIE, B 38 HeaeNnb bepeMeHHOCTU, camocToATeNbHbIE. OueHKa no wkane Anrap 8-9 bannos. [Npu poxgeHun macca tena 2880 rp., gnnHa 50 cM., OKPY>KHOCTb ronoBbl 33 CM., OKPY>XXHOCTb rpyan 32
cM. BbisBNeHbl MHOXECTBEHHbIE CTUTMbI ANCAIMOpUMoreHesa (rotTnvyeckoe Hebo, yKopoveHue BEK, MUKPOrHaTUA, anutenuanbHbI KONYUKOBBLIN X0, 3a0CTPEHHbIE YLIHbIE PaKOBWUHbLI, rMnonnauna Hoca). Yepes 12 yacos
Nocrie poXxaeHmst CoOCTosiHne pebeHKa ¢ oTpuLaTenbHON ANHAMUKOW 3a CHET MNOABMEHUA MHCNMPATOPHbIX AblXaTeflbHbIX LWYMOB, HapacTaHUs HEBPOMNOrM4eCcKon CUMMTOMATUKN (OTCYTCTBME COCaHUS, BblpaXKeHHbIN
TMNOTOHYC), CAMNTOMOB MHTOKCUKaUWUWN. Ha 8-e CyTKM XKU3HU NOABUNNCH MPUCTYMbI anHO3, CONPOBOXAAaKLWMecs akpoLunaHo30oM, BTAXKEHUEM YCTYMNMYMUBbLIX MECT rPyAuHbI, Ha BblAOXe «MNeTYLUMHBLIM» KPUKOM.

[1o pe3ynbTatam pacLlnpeHHOro HeoHaTanbHOrO CKPUHUHIA (pe3ynbTaThl NOSIyYEHbl HA 7-€ CYTKU XXU3HW) nokasaTtenb TREC okasanca HMXe noporoBbiX 3Ha4YeHUN (3KCLIM3NOHHbIE Konbua T-KkneTto4yHoro peuentopa 18
konnn/10° aaopocoaepxalimx knetok (Hopma oT 100), a KREK cooTtBeTcTBOBan pedepeHcHbIM 3Ha4YeHusaM. [Npn npoBegeHnn noaTeepKgarolen anarHoctmkn koHueHTpauua TREC B obpasue coctaBuna 0 konuia
/100000 kneTok. [pn nMMyHOMPEHOTUNNPOBAHUN NNMMAOLMNTOB BbisBNeHa rnybokaa T-knetodHaa numdooneHua: CD3+ 455 kn/mkn, CD4+ 285 kn/mkn (HamBHbIX 64%), CD8+ 160 kn/mMkn (HanBHbIX 96%), CD19 960
kn/mkn. o pesynbTatamMm LUMToreHeTn4eckoro nccnegosanms metogom FISH obHapyxeHa del22qg11.2.

BrnepBble runokanbumemms dbina BblsiBrieHa Ha 4-e CYTKM XXNU3HW - coaepkaHue obulero Ca 1,32 mmonb/n. Ha doHe BHYyTpuBeHHOU MHPY3uKM 10% pacTBopa rntokoHaTa Kanbuna cogepxaHme obuero Ca octaBanoch OT
1,57 po 1,76 mmonb/n, noHnsmposaHHoro 0,61-0,93 mmone/n, napatropMoH — 15,2 nr/mn (Hopma 9-52 Hr/mn). Nocne HasHavyeHna anb@akanbymgona (cytodHaa gosa 0,75 MKr) n kapboHaTta kanbuma (cytodHaa gosa 300
Mr) ypoBeHb 00Llero Ca Haxoagunca B Lenesom ananasoHe 2,1-2,4 mmonbs/n, yaanocb YUTU OT BHYTPUBEHHbLIX BBeAeHUN Ca, COCTOAHME YNYyULLNOCh, AblXaTeNbHble pacCTPOUCTBA KynmpoBanucbh, oaHaKo y pebeHka no-
npeXHemMy OTCYTCTBOBaln cocaTesfibHbIN U rnoTaTesbHbIN pednekchbl, KOpMeHne NpPoBOANNOCL Yepes 30HA, NporpeccupoBara benkoBo-aHepreTnydeckass HegoctaTto4vHOCTb, B Bo3pacte 50 gHen macca 3400 rp (-3,21
SDS), gnnHa 54 cm (-1,62 SDS), uyto aBMNocb NokaszaHMeM And NOCTaHOBKU racTpocToMbl. [1aHHY0 MaHMNyNAUMIO yaanoch BbIMNOMTHUTL HA 92-U AeHb XXN3HW B CBA3U C peunanBupyrolmmMm MHPEKLMOHHO-
BOCnanutenbHbIMK 3aboneBaHnaMN y pebeHKka, HECMOTPA Ha NoJsiydaemMyto 3aMeCTUTENbHYIO Tepanuito UMMYHOrnodbynmHamm n NnPoTUBOMUKPOOHYIO Tepanutio.

OcobeHHOCTbLIO AAaHHOIo KIMMHMYECKOro cryyas SBNsieTCs OTCYTCTBUE Y pebeHKa NnopoKka pa3BuUTUA cepaua u/unm marnctparnbHbIX COCYya0B, KOTOPble Hapsay ¢ UMMYyHOO4EMULIMTOM U rmnonapaTupeo3om BXoOsAT B Tpuaay
nonHoro cuHgpoma [un [xxopoxn n BbiaBnsaoTcAa He meHee, 4Yem B 80% cny4vaeB B nepuoge HoBopoxaeHHocTn. OgHako gnarHo3 cuHgpoma Au [XxopaXn COMHEHUSA He BbI3bIBAET, MOCKOSbKY Y NaUMeHTa BbidBeHa
neneuna 22gq11.2 xpomocomMmbl C UMMYHHbIMW AedoekTaMmmn B BUAE TAXKENOro CeNekTUBHOrro T-KneTo4yHoro uMmyHoaedpunumTta, KOToOpbIM OCIIOXHAET COCTOSHME pebeHKa 1 urpaeT oaHy U3 onpegensaromnx porien B
BOCCTAHOBUTESNILHOM MNocrieonepalnoHHOM nepuoae rno nosoay yCTaHOBMNEHNA raCTPOCTOMbI B CBA3U C NpobremMamn KopMIeHns U rnoTaHna Bcrneacrtene senodpapuHrearnbHOM HEOOCTAaTOYHOCTMW.
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3AKNIOYEHME. ' KOHTAKTHI.
AnnmoBa WpwuHa JleoHnaoBHa, O.M.H., npod., 3aB.

[TpeacTaBneHHbIW KNMMHUYECKNA ClyYan OEMOHCTPUPYET BaXXKHYIO POsib paCLUMPEHHOro0 HeEOHATAaSIbHOro CKPUHUHIa B CBOEBPEMEHHOMN AnarHocTuke cuHgpoma du [hxopaxn, cathePOi FOCTIMTANLHOM NEANATPM C KYPCOM
a Takke HeobXxoaMMOCTb MyNbTUOANCUMNIIMHAPHOIO NOAXoaa K BEAEHMI0 Takux NaunueHTOB, YTO NO3BOMAET B 3HAYUTENBbHON Mepe YMEHbLUNTb YacTOTY U CTEMNEHb HeonaTonorn MO ®re0yY BO CrMY M3 P, E-
NPOABIIEHUS OCMIOXXHEHUN 3aboneBaHUs. mail: irialimova@yandex.ru
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