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I'bY3 AO «AOKB nmenu IN.I". BbknevyoBay, ApxaHrenbck
OIrbOY BO «CI'MY» (r. ApxaHrenbck) MuHsgpasa Poccuu

CUHOPOM MAK-KbIOHA - OJNIBPAUTA-BEPAULIEBA, KMTMHNYECKUU CNYYAI
BBEOLEHMUE.

CuHagpom Mak-KbtoHa — Onbpanta — bpaunueBa - 3TO peaikoe reHeTu4deckoe 3abosieBaHmne, NposaBnAloLLLaAacsa CoOMeTaHUEM rMNepnUrMeHTaunm KoXxXn (NaTHa LBeTa «Koge ¢ MOSToKoOM» ), Pnbpo3HOM ocTeodmncnasnm u
rmnep@yHKUNUM 3HOOKPUHHLIX Xernes, cpean KoTopbiX Hanbosee YactbiM aABnseTca npexagespemeHHoe nosiosoe passutue(lripP).
ComaTunyeckunm xapakrep mytaumm reHa GNAS1 onpegensieT BapmabenbHOCTb NPOSABNEHNUN CUHOPOMA: OT JIErkKnx oopmM A0 TSXKENbIX COCTOAHUMN.

MATEPWUAIJIbl U METObI.

bornbHasa H., BnepBble obpaTtunachk B KNMHUKY B Bo3pacTte 1 rog 8 mec. ¢ »kanobamn Ha yBENUYEHUE TPYOHbIX Xernes, KPOBAHUCTLIE BblAENEHNA U3 HAPYXKHbIX MOMNOBbLIX MNYTEWN.

3 aHamMHe3a Xn3Hun: Pognnack B CpoK, AOHOLLIEHHAA C HOpMarlibHbIMU aHTPOMNOMETPUYECKUMIN AaHHbIMKN. C pOXOEHUS Ha KOXE NSATHa uBeTa «kode ¢ MosilokomMm». B nepmnoae agantaumm HeoHaTtasrbHbIN Xofectas (KynmpoBaH
npnemom ypcodoarnbka).

[lepeHeceHHble 3aboneBaHna: OP3, oTKpbITOE OBanbHOE OKHO, MUTMEHTHbIE HEBYCbI, NINOCKO-BaSIbryCHbLIE CTOMbI, MYNOYHasa rpbixa.

HacnenctBeHHOCTb: y MaTepu — mnagmonatndeckasi rmnepnposiakTuHeMUS.
N3 aHamHe3a 3aboneBaHus: B Bo3pacTte 1 roag 8 mec. y AeBoYKM ABaXdbl, C MHTEpBANioM Heaensi, oTMeYyanucb CKyaHble KpOBAHUCTbIE BblOEITIEHUSA U3 HAPYXKHbIX MOMOBbLIX NyTEN, B Te4yeHue 3-5 gHen

[Mpn ocmoTpe dusnyeckoe pasBuUTUE cpeaHee, rAapMOHUYHOE, Ha KOXe 3 nATHa uBeTa «Kode ¢ MOJIOKOM» A0 3 CM B AMaMeTpe C HEPOBHbIMUM KOHTYPaMU, UMeeTcs BapycHasa AedopmaLma 1eBOM roJieHU U npexkaespemeHHoe NnosioBoe passuTue.

[MonoBaa ¢opmyna: Ma2Ax1PslMe?2.
Mpu obcnenoBaHUM BbiIBNEH BbICOKUIA YPOBEHb 3CTpaanona B cbiBopoTKe Kposu -1301 nmonb/n (Hopma 37-91) npu HM3KKMX ypoBHAX roHagoTponnHos PCI - 0,05 ME/n, N — 0,01 ME/n, nponaktuH — 390,87 mME/n (Hopma 88,2-484), TTI — 1,2

MME/n (Hopma 0,64-5,76), T4 cBobogHbi — 11,4 nmonb/n (11,5- 20,4), anbda-petonpotenH — 5,14 ME/mn (Hopma 2,49-17,4), b-XI'4Y meHee 1,2 ME/n (Hopma 0-5).
KocTHbIM Bo3pacT = 15 mec.

Y3 opraHoB maaioro Ta3sa - KUCTa N1eBOro ANYHUKA 25x24 mm, runepnnasna MmaTku, SHAOMETPUA.

PeHTreHorpadpuma HUXHUX KOHEYHOCTeW: BapycHasa aedopmauma roneHen, CTPYKTYypa KOCTen He U3MEHeEHa.

BarmHockonua: [latonornm saaranunila He BbiABAEHO.

Mpoba c agndepenmHom n/K 0.1mr: 6a3anbHbIM yposeHb - JIF 0.02 ME/n, ®CI' — 0,28 ME/n, uepes yac — Il - 0.14, ME/n, ®CIr — 1,29 ME/n, yepe3s 4yaca — JIl - 0.17 ME/n, ®CI — 2,29 ME/n — noaTBeprKaAeH roHaaoTponnHHe3aBuMbIN xapaktep MMP.

[TpoBeneHa TenemeanuUmMHcKaa KoHcynbTauma ¢ ®rey « HMUU sHaokpmHonormm» M3 P®. lnarHo3:foHagoTpONMHHE3aBUCMMOE NpexaeBpemeHHoe noaoBoe pa3sutmne. CuHapom Mak- KbtoHa- Onbpanta — bpanuesa. B HacToAllee Bpemsa NOKa3aHUM
K Tepanuun HeT. PEKOMeHA0BAaHO AMHaMUYecKoe HabatoaeHume.

[lo pekomeHOaunm reHeTuKa Ha 6a3ze OIBHY «MeauKo-reHeTU4eCKMM Hay4YHbIN LEHTP MMeHU akaaemumnka H.M. bouykoBa» npoBeaeHo npamoe cekBeHunpoBaHue no CaHrepy. NMNaTtoreHHble An BEPOATHO NAaTOreHHble BapuaHTbl FreHOB HE OOHapYXeHbl.
3aKkntoyeHune reHeTuKa: OTCyTCTBME MYTaLLMMN HE UCKAOYaeT HacneaCTBEHHYIO Npupoay 3aboneBaHuUs.
Yepes Hepento — perpecc KUCTbl AnYHUKa (Y3UN n AMPT opraHos masioro tada — 6e3 natoqiormm, 3cTpagmnon Npu KoHTpoae meHee 37 nmonb/n).

[TpoBeaeHa TenemeaAnUMHCKaA KoHcynbTauma ¢ PreyY « HMWL, sHaoKkpuHonormmn» M3 PO. inarHo3:foHagoTPONMHHE3aBUCUMOE MNpeXaeBpemMmeHHoe nonoBoe passutne. CnHapom Mak- KbtoHa- Onbpanta — bpanueBa. B HacToALLee BpemA NOKa3aHMI

K Tepanuun HeT. PEKOMeHA0BAaHO AMHaMUYecKoe HabatoaeHume.
[lo pekomeHgaunm reHeTuKa Ha 6a3e OIBHY «MeauKo-reHeTU4eCKMM Hay4YHbIN LEHTP MMeHU akagaemumnka H.M. bouykoBa» npoBeaeHo npamoe cekBeHnpoBaHue no CaHrepy. NMNaTtoreHHble UAn BEPOATHO NAaTOreHHble BapuaHTbl reHOB HEe OOHapyXeHbl.

3aKkatouyeHune reHeTuKa: OTcyTCcTBME MYyTaLMM HE UCKAOYAEeT HacneaCcTBEeHHYIo npupoay 3aboneBaHus.
3a npollealne Noaroga KpoBsAHUCTbIX BblAeNEeHUM U3 BAaraamwa He bbi1o, HeT yCKopeHUsa pocTa, OTMeYaeTCa perpecc Tenapxe.

KOHTAKTDI.

Konmtakoa Onbsra Tumodeenna,
PE3YJ'I bTATbl Bpay-AC€TCKUH dHIOKPHUHOJIOT,
OTOT KINMMHNYECKUN CryYyaun ABNAETCA UNNKCTPaLMen Nnerkon cteneHn Taxectn 3abonesanuns. [lnarHoctmka B nogoOHLIX criydasiXx OCHOBbIBAETCS MPEUMYLLECTBEHHO Ha KNMHNYeCKoU KapTuHe 3aboneBaHusa. I'bY3 AO «ApxaHrenbckas
TpebyeTca fanbHenwee anHamMmmndeckoe HabnaeHme 00JIaCTHAS JE€TCKAs KIMHUYECKAs

ooapuuiia uM. 11.I'. Bepkieroay,

3AKINTIOYEHUE. Apxanrenbck, Poccus. Tenedon

Mimetomecst Ha CerogHsILLHUA AeHb METOAbI FrEHETUYECKOM AMarHOCTMKN He MOTyT SABNSATLCS KMtoYeBbIMY B AnarHoctuka cuHapom MakKbtoHa-Onbpavita-bpanuesa y AeTen ¢ NErkon CTENeHbIo TAHKECTU U | 29095563956, E-mail-
cTePTbIMU popmMamMun 3aboneBaHUS. koshlackowa.olga@yandex.ru
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