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V3 «3-s copoockas demckasn knunuyeckas bonvHuya», 2.Munck

Psan HacneacTBEeHHBIX O0JIe3HEH 0OMEHa BEeUIECTB, 00YCIOBIEHHBIX T€HHBIMU
MyTalUsAMU, SBISIOTCS PEIKUMH, HO TSDKEJIBIMU MHBATUAN3UPYOMUME Oone3Hsamu. K
O0COOEHHOCTSIM MX KIIMHUYECKOW KaApTUHBI OTHOCSATCS MHOT000Opa3ue NposiBJICHUH,
BOBJICYEHHE B MATOJIOTUYECKUNA MPOIIECC MHOTUX OPI'aHOB U CUCTEM, Pa3HbIil BO3pacT
Hayasa 00JIe3HH, C YEM U CBSA3aHbI TPYJHOCTH B TUATHOCTUKE ITUX 3a0osieBaHui. B TO
e BpeMsl TOJIbKO PaHHss JUArHOCTUKA U CBOEBPEMEHHO HAa4YaThli KOMILJIEKC
TEepaneBTUYECKUX MEPOIIPUSATUI, B TOM UUCIIE U (ePMEHTO3aMECTUTENbHAS TepaIus,
MO3BOJISIIOT CTAOMIIM3UPOBATH OCHOBHOM MAaTOJOTMYECKHM MPOIIECC, CIIOCOOCTBYIOT
YCHEIIHOW COLMaNbHON ajanTaluy OOJbHBIX, YIYyYIIAOT KAYECTBO U YBEIUYHBAIOT
MPOJOJKUTENBHOCTD KU3HU MAllUEHTOB.

B Hacrosiiee Bpems uzBectHo 6oiiee 40 TM30COMHBIX O0OJI€3HEN HAKOIIEHUs, CPEU
KOTOpBIX Hau0oJIee YaCThIMU B MEIUATPUUECKON MPAKTUKE SBIISIOTCS
mykomnonucaxapuao3sl (MIIC). B ocnoBe MIIC niexat aeheKThl IN30COMabHBIX
ruaposia3 — pepMeHTOB, yHACTBYIOLIUX B PACIIEIIJIEHUU KUCIBIX MYKOMNOJIUCAXapHI0B
(rTMKO3aMHHOTIIMKAHOB), IPUBOISINNE K BHYTPUKIETOYHOMY HAKOIICHHIO MTPOJTYKTOB
pacnaja B JIM30CcOMax. BhIIENSAIOT ceMb TUIIOB MYKOIIOIMCaXapua030B, Cpeln
KOTOPBIX CYIIECTBYIOT HECKOJIBKO MOATHIIOB [1,2].

Myxkononucaxapuo3 || Tuna, U3BECTHBIN TaKKe Kak CHHIPOM XaHTepa, ObLI BIEPBBIC
onucaH kaHajgckum Bpadyom Charles A. Hunter B 1917 r. B renese 3a00yieBaHus JICHKUAT
HACJICJICTBEHHOE YMEHBIIICHUE KOJIMYECTBA /WM aKTUBHOCTH (pepMEeHTa UIypOHAT-2-
cynbdarassl (iduronate-2-sulfatase - 12S), ogHoro u3 pepMeHTOB THIPOIJIN3a BAXKHBIX
KOMITOHCHTOB COSIMHUTEIILHOW TKaHH JIepMaTaH U renapaH cynbdara [11].
Hakomnnenue nepMaras u renapas cyib@aTa B IM30COMaX BCEX KIETOK MPUBOJUT K
TOKCUYECKOMY 3(P(EKTY, BbI3bIBAIOIIEMY BOCHAIUTENbHYIO PEAKIIMIO BO BCEX OpraHax-
MUULIEHSX, T€ BbIIIEYKAa3aHHbIE MYKOIOJIMCaXapuabl UTPAIOT BAXKHYIO CTPYKTYPHYIO
poItb (KOXKeE, CYXOXKMIHIX, KPOBEHOCHBIX COCY/IaX, CEPJICYHBIX KiIanaHax u
JBIXaTeNbHBIX My TsX). Bocnanenue peanu3yercs myTeM aKTHBAlUU (aKkTopa HEKPO3a
OITyXOJIM W amnornro3a kietok [7,10].

['en unyponar-2-cynbdarassl (IDS) nokanusyercs Ha X - XpoMOCOME UeIOBEKa
(Xg28) u BrmtoyaeT 9 3k30HOB M 8 MHTPOHOB. B HacTosmIee BpeMs onrcano 6onee 300
mytanuii IDS[7,8,14].

MIIC Il Tuna Hacnemyercst o peLECCUBHOMY, CLIETNIEHHOMY ¢ X-XpOMOCOMOM THITY,
0071€10T OOBIYHO TOJIBKO MAJIBYUKH, IEBOYKHU ABIISAIOTCS 3J0POBBIMU HOCUTEISIMU
MaTOJIOTMYECKOro reHa. PacrpoctpaHeHHOCTh 3a00JIeBaHMsI KOJIeOIeTCs B Ipeenax
1:100 000 u 1:170 000 poauBIKxcss MaIbunuKoB [4].

Kak u apyrue mykomnosnucaxapuaosbl, CHHAPOM XaHTepa SBISETCS KIMHUYECKH
rereporeHHbIM 3a0oseBanueM [2,11,15]. [TepBbie cUMIITOMBI 3200JIEBaHKSI MOTYT
MOSIBUTHCA, KaK Ha IEPBOM IOy KM3HU, TaK U B 0oJiee cTapllieM BO3pacTe, HO Yalle
Bcero B Bo3pacte 2-4 rona. [Ipu 3ToM BO3MOXKHO OBICTPOE WIIM MEAJIEHHOE
IporpeccupoBaHue 00JIE3HU C Pa3BUTHEM 3aJIEPKKU POCTA, YMEPEHHBIX Aehopmanuit
CKeJIeTa ¥ CYyCTaBOB, JUCMOP(PHUUECKUX YEPT JIULA, OOCTPYKIIMU BEPXHUX
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JbIXaTeNIbHBIX MYTEU U pelUuAUBUpPYOMKUX OTUTOB. [Ipu Tsxenbix popmax MIIC 11
nopaxaetcs [{HC (Bapuant |1A), mporpeccupyer yMCTBEHHAsI OTCTAIOCTh, OOJIBHBIC K
IOHOIIECKOMY BO3PACTY CTAHOBSTCS OE€CIOMOIIHBIMH, MPUKOBAHHBIMU K nocTenu. [lpu
«vsirknx» popmax MIIC |l (BapuanT |1B) ymcTBeHHOE pa3BUTHE, KaK PABUIIO, HE
CTpaJlaeT, OJIHAKO BO3MOXKHO pa3BUTHUE THIpOLIepaTnU, SNUIEIICUU, HAOII01at0TCs
n3MeHeHus ncuxuku. Jis B3pocasix 60abHbIX ¢ MIIC || THIa xapakrepeH, Tak
Ha3bIBa€MbI, TYHHEJIbHBIN CUHAPOM KapHaiabHOW 00J1aCTH, TPU KOTOPOM BO3HUKAIOT
MOCTOSIHHASL 00J1b U TUCKOMQOPT B 3aISICThAX, OCIa0JIeHNEe U OHEMEHUE PYK,
ocoOeHHO Jagonei [16].

Knunnueckue nposieiaenus npu MIIC |l Tuna MoryT ObITh pa3fenaeHbl IOCUCTEMHO.
Cumntomsl, cBsizannbie ¢ JIOP-opranamu u 1bIxaTesibHO#M crcteMoit [13],
00yCJIOBJIEHBI HAKOTJIEHUEM TIIMKO3aMHHOTJIMKAHOB B HOCOTJIOTKE U 10 X0y
JBIXaTEeJIbHBIX MYTEW, YTO KIMHUYECKH MPOSBIAETCA PEUUANBUPYIOIIUM U
XPOHUYECKUM PUHUTOM. [IpOMCXOAUT TaKKe YBETMUYEHUE TIIOTOYHBIX U HEOHBIX
MUHJAJINH, CY)KEHHE Tpaxeu U OpOHXOB, YTOJIIEHUE I'OJIOCOBBIX CBA30K U YBEIMUEHUE
A3bIKa, YTO CIIOCOOCTBYET OOCTPYKLIMM BEPXHUX JIbIXaTeNbHbIX MyTell. ["onoc
CTAaHOBHTCS XPUIUIBIM, HU3KUM. YacTbIM OCIIO)KHEHHEM OO0JIE3HU SIBIISETCA
KOHJYKTUBHAs U HEUPOCEHCOPHAs TyroyxocTh. Kpome Toro, o0CTpyKIusi BEpXHUX
JbIXaTEeJIbHBIX MYTEH MOXKET COYETAThCS C PECTPUKTUBHBIMU 3a00JI€BAaHUSAMM JIETKHUX,
TE€YeHHE KOTOPBIX OTIATOLIAIOT Majible pa3Mepbl IPYIHON KIETKU U AedopMalius
ckenera [9)].

Cepaeunble TPOSBIICHUS Yallle CBA3aHbl HE TOJBKO C aHOMaJIbHBIM HAKOIJIEHUEM
JepMaTaH U renapas cyjiab@ara B cep/le U KPOBEHOCHBIX COCY/1aX, HO U BOZHUKAIOT
BTOPHUYHO, Ha (POHE MOPaXKCHHUS JICTKUX U XPOHUUECKO# runokcuu [6]. B cBsi3u ¢
NPOrpeCcCUpPYIONICH JAereHepaliell KiIanaHoB cep/illa pa3BUBAIOTCS CTCHO3 W/HIIH
HEJJ0OCTaTOYHOCTh MPEUMYILIECTBEHHO MUTPAJIBLHOTO M A0PTAJIBHOTO KJIAIIaHOB, HO HE
MCKJIIOYAETCS U BOBJICUEHHUE B NATOJOTMUYECKHI Mpouecc Beex KianaHos. [pu
YIIBTPa3BYKOBOM HMCCIIEJOBAaHUU CEp/lia Y OOJBIIMHCTBA OOJBHBIX ONPEAESIETCS
peryprutauus Ha pa3u4HbIX KjanaHax.

KocTHO-cycTaBHbIC H3MEHEHHSI MHOTOYHCIICHHBI U pa3HooOpasuel [10, 11, 16].
Hepenko HabmonaroTcs crubaTenbHble KOHTPAKTYpPhl U TYTONOJBUKHOCTH CyCTaBOB
KOHEYHOCTEH, yMEpPEHHAsi BOPOHKOOOpa3Has AedpopMalus TpyJHON KIETKH,
M3MeHeHHs Ta3a. Bo3aMoxHO pa3BuTue Kudosa, CKoJIno3a, MOsICHUYHOTO JIOP03a,
XapaKTepHa JUCIUIa3us Ta300€APEHHBIX CYCTaBOB, C MMOCIEAYIOIIUM Pa3BUTHEM
ocTeoapTputa. B 3aBUCMMOCTH OT CKOPOCTH MPOTrPECCUPOBAHMS OOJIE3HU OTMEYAETCS
HapyluieHue pocta. B mepBbie rojpl )KU3HU JE€TU PACTYT HOPMAJIBHO, 3aTEM B BO3pacTe
5 net poct 3amensiercs. [locie 9-10 neT pocT cTaHOBUTCS HUXKE 3—€H TIEPIIESHTUIH.
[Topaxxenus rna3 npu MIIC || Tuna npeacraBieHbl AUCKPETHBIMU MOPAXKEHUSIMU
POrOBUIIbI, MUTMEHTALMEN CETYATKH, BO3MOXHO CHU)KEHUE 3pEHUs, OTEK JUCKa
3pUTEILHOTO HepBa [3].

Koxa y 605IbHBIX, KaK MPaBuJilo, MJIOTHAS,, YMEPEHHO BBIpaXXEH runepTpuxos. B
HEKOTOPBIX CITydasiX HaOIIOAA0TCS Y3€JIKOBbIE H3MEHEHHSI Ha KOKE€ KOHEYHOCTEH U
CIIUHBI.

VY 6onpHbIX ¢ MIIC |l THNa HEpeKO TUArHOCTUPYIOT TPhIKH (ITYMTOYHYIO, TAXOBYIO),
remarocruieHomeranuio [10,11].



Tunuunelil GeHOTUI BKITIOYAET B C€0s1: HU3KUI POCT, KOPOTKYIO III€HO,
Makporedanuio, ckadoredanunto, Junesbie JucMophuu (yBeaudeHue J00HbIX OyrpoB,
rycTbie OpOBH, KOPOTKUH HOC, TOJICTBIE TyObl), MAKPOTIIOCCHIO, aHOMAJIHH 3yOO0B,
HIYMHOE JIbIXaHHe, JUCIPONOPIHOHAIEHOE TeNIoCIoXeHHe (YKOpOUESHHOE TYJIOBHIIIE,
BBICTYMAIOIIHNIA KUBOT, JIOPA03 MOSICHUYHOTO OT/IejIa MO3BOHOYHUKA), KKOTTHCTYIO
KHCTb», CTH0ATeNbHbIE KOHTPAKTYPBI TA300€IPEHHBIX, KOJIEHHBIX, JOKTEBbIX
CYCTaBOB, TYTOMOABHKHOCTbh MEJIKMX U KPYIHBIX CYyCTaBOB.

Huarnoctuka MIIC || Tuna 6a3upyercs Ha KOMIUIEKCE KIMHUYECKUX,
MHCTPYMEHTAJIbHBIX U Ja00OpaTOPHBIX JaHHBIX. B 0CHOBE J1a00paTOpHON TUArHOCTUKH
JIKUT ONpe/ieSIeHne YPOBHS IITMKO3aMUHOTJIMKAHOB B MOY€, KOTOPBIN MO3BOJISIET
yctaHoBuTh auarHo3 MIIC, o 6e3 quddepenumposku tuna [1]. Tounas
uaentTugukanus tuna MIIC Bo3MosKHaA TPU ONpeAeIeHH aKTUBHOCTH U1ypOHAT-2-
cynb(darassl B IEHKOLUTAX KPOBH, KyJIbType (GUOPOOIaCTOB KOXKH, CHIBOPOTKE KPOBH.
ITpoBenenue JJHK-ananu3a 3aTpy/IHEHO B CBSI3U C MHOTOUYMCIICHHBIMU MYTAllUSIMU B
rede |IDS, ognako no3BosisgeT NpoBECTH NPEeHATAbHBIA CKPUHUHT, €CJIA TOYHO
M3BECTHA MaTojoruueckas Mmyramus B cembe. [1,7,10]. ['eneTnueckoe
KOHCYJIbTUPOBAHUE JAET BO3MOKHOCTb OOBSICHUTH POJUTEISIM PUCK POKICHUS
BTOporo pedenka ¢ MIIC: ecniu Math sBJII€TCS HOCUTEIBHULIEH MYTAHTHOT'O FeHa
MIIC Il Tuna, To nmpu Kaxaou nocieayrouein 6epeMeHHOCTH PUCK POKIACHUS
00apHOrO Manburka cocrapisier 50%, Bce poAUBIIMECS AE€BOUYKH OYAYT 310pPOBBI,
onHako 50% u3 HUX OyAyT SABIATHCS HOCUTEIbHULIAMHU NATOJIOTMUECKOT0 I'eHa U
CMOTYT MepeaTh €ro MOCIeIYIOUUM MTOKOJIECHHSIM.

JuddepeHunanbHplil [UarHo3 HEOOX0IUMO MPOBOIUTE C APYTUMH JIM30COMHBIMU
Oose3Hs MU HakorieHus co cxoaubM penoturnom: MIIC I, VI, VII tuna,
MHOECTBEHHOU Cylib(aTazHON HEAOCTATOUHOCTHIO, MyKonunuao3amu |l u |1l Tuna u
HEKOTOPBIMU ApyrumH [2,16].

JledeHue npeaycMaTpuBaET CrieUU(PUUECKYI0 U CUMIITOMATHYECKYIO TEPATTHIO
[5,12,14]. Crienuduueckoe jgeueHHe HAPABICHO HA JTMKBUIAIUIO ()EPMEHTATUBHOTO
neduruta IDS. CoBpemeHHBIN TOAXO0/] B 3TOM HaIlpaBlICHUH 00€CTIeUnBaIOT IBa
METO/1a: MepecaKa CTBOJIOBBIX FT€MOMO3THUYECKUX KIETOK U 3aMECTUTENIbHAS
(dbepmenTaTuBHas Tepanus (PeKOMOMHAHTHOM YEJIOBEUECKOM UAYpOHAT-2-
cyibdaTa3oit, npemnapat «Elaprase» B no3e 0,5 mr/kr exxenenensho) [4,10].
Pa3pabateiBatoTcs Takke METObI TEHHOM Teparuu.

[Iporuo3s. IIpu ObicTpoM nporpeccupoBanuu 0one3Hu ¢ BopieueHueM LIHC GonbHbIe
o0br4HO norubatot B Bo3pacte 10-15 net, npu «msarkux» popmax MIIC |l tuna —
MPOJOJKUTENBHOCTD KU3HU MOKET cocTaBUTh S0 1 OoJiee JeT Npu COOTBETCTBYIONIEM
aedenuu. [2,15].

IIpuBoauM ciryyall U3 KIMHUYECKOMN ITPAKTUKMU.



[Tox HamuM HAOMIOACHUEM HaXOAWICS MAIbUMK B., 3 ro/a, KOTOPHIH MOCTY I B
HEBPOJIOTHYECKOE OT/IENICHNE 3-€i ETCKON KIIMHUYIECKOM O0IbHUIILI T.MUHCKA ¢
JIMAarHO30M: TIOCJIEICTBUS PAHHETO OPTaHUYE€CKOTO MOPaKEHUs LIEHTPATIbHOW HEPBHOM
CHUCTEMBI C LIEJIbI0 YTOYHEHHUS IMarHo3a, T.K. peOeHKY IIaHuPOBAJIOCh ONIEPATHBHOE
JICYCHHE aJICHOUIO0B 3 CTEIIEHU 101 001IIel aHecTe3ne. Mama pedeHKa MpebsIBIsiia
’KanoObl Ha HEYBEPEHHYIO TOXOJIKY Y peOeHKa, nedopMaluio U orpaHuYeHue
MOJABUYKHOCTHU B KOJICHHBIX CYCTaBaX, a TaKKe MOSIBUBIIIMICS JIBa MECsIIa Ha3al
TUNIEPTPUXO03 Ha CIIUHE, [JIeYaX U pyKax.



yBEJIMYEHHbIE JTOOHBIE OyTphbI, IJIOCKas MEPEHOCHUIIA, KOPOTKA CIIMHKA HOCA, TOJICThIE
ryObl, THIEPIUIa3us JIeCeH, Makporioccus (CO CIIOB MaMbl, OoJiee TpyObIe YepThI JUIA
CTaJIM 3aMETHBI TIOCJIE 2-X JIT KH3HH); KOPOTKAsl 1Iesi, CO CTOPOHBI MO3BOHOYHHUKA -
KH(POCKOINO03, MOSICHUYHBINA TUIEPIIOP03, O0UKO0Opa3Has rpyiHas KJIeTKa,
TYTONOJIBM)KHOCTh U OTpaHUYeHUE 00beMa ABMKEHHUI B TUICUEBbIX, JTy4€3amsCTHHIX,
JIOKTEBBIX, TOJIEHOCTOIHBIX, KOJIEHHBIX CyCTaBax, KOHTPAKTYPhI Jy4€3arsiICTHBIX U
TOJIEHOCTOIHBIX CYCTaBOB; YMEPEHHO BBIPAKEHHBIN TMIEPTPUX03 HA CIIMHE,
KOHeYHOCTsX. OOpaiany Ha ceOsi BHUMaHUE 3aJI0)KEHHOCTh HOCA, IIYMHOE JIbIXaHUE,
oOycIioBNIEHHBIE aieHOuAHbIMU Beretauusimu |1l crenenu. )Kusot yBenuueH B ooObeme.
[pu manenamnuu BeISIBICHO yBeTUYeHUE edeHu (+5 ¢cM oT peOdepHO# ayru 1o
CPEIHEKIIOYMYHOM JTUHUK) U celie3eHKH (+3 cMm). OTMedannch MymoyHas rpbhka U
BOJISIHKA IMYKa crpaBa. Pu3nuecKkoe pa3BUTHE CpeIHEE JUCTAPMOHUYHOE C NU30BITKOM
macchl Tenna 6% (macca 17 xr, poct 98cm).

W3 anamHe3a U3BECTHO: peOCHOK OT 2-0i OEpeMEHHOCTH, BTOPBIX CPOYHBIX POJOB. Y
MaTepH BO BpeMs OEpEMEHHOCTH OTMEYaJICs KOJIBIUT, 3PO3Usl IIEHKN MAaTKH, aHEMHUSI
OepemeHHOU ¢ 27 Heenb. YTPo3bl MpephIBaHUS OEPEMEHHOCTH HE OTMEUanochk. Posibl
B cpoke 37 Hezelnb, ArToAnYHOe peiekanne. PedeHok poauics ¢ maccoit 2990 T,
1HOM Tena 49 cM, OKpY>KHOCTBIO T0JIOBBI 33 CM, OKPYKHOCTBIO Tpyau 31 cMm.
3akpuyalt cpasy, oreHka mo mkaie Anrap 8/8. CoctosiHue npu pokKICHUU OLIECHEHO
KaK CpeJIHEe! TSKECTH; OTMEYaJIUCh MPU3HAKU MOP(HO(DYHKIIMOHATBEHON HE3PEIOCTH.
Ha 2-oii nens xxu3nu pedenok nepeseeH B PHIIL «Matpk u AuTSI» ¢ TUarHO30M:
CHUHJIPOM IIepeOpalibHOT0 BO30YKICHUS, paHHSsI HeOHaTalbHas xkentyxa; ['OP;
BOJISIHKA SIMYEK; TPpYIIa pucka rno pazsutuio naroioruu HHC, BHyTpuyTpoOHOI
uH(peknuu, anemuu. B pecny6irkanckoM LeHTpe O0bu10 npoBeaeHo Y 3U ronosHoro
Mo3ra (3aKJII0UYCHHE: IEPEBEHTPUKYIISIPHBINA OTEK U HE3pesiocTh), 9x0-KI
(3akTrOYeHHE: OTKPBITOE OBAILHOE OKHO — 4 MM., MUTpajbHas peryprutamus 0-1 ct.,
0e3 U3MEHEHUI CTBOPOK KJlallaHa, He3HAUNTEIbHOE PACIIMPEHUE JIEBOTO KEITY0UKA;
TEHJEHIUS K CHUKEHUIO COKPAaTUTEIbHOM CIOCOOHOCTH MUOKApa JIEBOTO JKETyI0UKa.
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JlonoTHUTENIBHAS XOp/Ia JIEBOTO Kelyaouka). OCMOTPEH OPTOMNEIOM: YMEPEHHOE
OrpaHUYEHHE pa3BeICHMs B Ta300€IpEHHBIX cycTaBax. PEOCHOK Monyyu JeyeHue:
ACKYy3aH, MUJIJpOHAT, MarHe-B6. B qunaMuke BOCCTaHOBUIICS MBIIIICYHBIN TOHYC U
pednexcel. Ha 10-i nenb xu3Hu peOEHOK OBbLIT BHIMKUCAH JOMOM 1O HaOI0ICHHE
Y4aCTKOBOI'O Meuarpa, HeBposora. Knuaunvyeckuit nuarno3 npu Boinucke u3 PHITL]
«Martb u qutsa»: OPU: o.punodapunrut. LiepeOpanbHas uimemus. AnTyKTOPHBIN
cunapoM. CHHAPOM Je3aanTtanuu cepaeuHo-cocyaucton cucteMsl. @OO. IXJDK.
Bonsiaka npaBoro sinuka.

B 2 mecsiua pebeHok ObUT OCMOTPEH HEBPOJIOroM, mpoBeaeHo ¥Y3U ronosHoro mosra
(maToyioruu He BBISBICHO); AMArHO3: CHHIPOM MOBBIIIEHHONW HEPBHOW BO30YAMMOCTH.
[ToBTOpHBIE OcMOTPHI HeBpoJiora B 10 Mec (muarHo3: 3aiep>kka MOTOPHOTO Pa3BUTHSI,
BOCCTaHOBHUTEIIbHBIN NIEpUO.) U B 2 rojia 7 Mecsies (04aroBoit CHMITOMATHKH HE
BBISIBJICHO). B Bo3pacte 5 MecsIieB OCMOTPEH OPTONEIOM, JMATHO3: JUCTIIa3Usl
Ta300eApeHHbIX cycTaBoB. HazHaueHa opronennyeckas Koppekuus Ha 4 mecsiua —
noxnyika dpeiika.

duznyeckoe pazBuTHE peOEHKa Ha MPOTSKEHUU MIEPBOT0 IO/ )KU3HU - BBILLIE
cpeanero, rapmonuuHoe (B Bozpacte 1 rox: Bec 11 kr, poct 77 cm.). OkpykHOCTH
TOJIOBBI U TPY/IU 32 MEPBBIM o] )KU3HU YBeIHMUWIKCh Ha 12 cM u coctaBuiu B 1 rog 47
u 48 cM, COOTBETCTBEHHO. B nanbHeilleM OKpy>KHOCTH TOJIOBBI U TPYAHU HE
U3MEPSUTUCH (TI0 JTAHHBIM aMOYJIATOPHON KapThI).

MoTopHO€ pa3BUTHE: CUAUT CAMOCTOSITENBHO ¢ 9 Mecs1EeB, KOI1a CHSIIN
OpTOMNEINYECKYIO MOAYIIKY, XOJUT caMocToATeNbHO ¢ 1 roga 4 mecsues.
PaszroBapuBaet npocThIMU MIpeyioxKeHUsIMU ¢ 2 j1eT. M3 nepeHeceHHbIX 3a00IeBaHMI:
B T€YeHHe nepBbIX 2-1eT ku3Hu peakue OPBU, B 1 rox - anemus 1 crenenu. Ha
TPEThEM IOy KU3HH Y peOeHKa MOSIBUIACh 3aJI05KEHHOCTh HOCA, Xpall BO BpEMsI CHa,
10 TIOBOJTY 4ero oH Obut ocMoTper JIOP-Bpauom (3akmoueHue: runeprpodus
aJIecHOUI0B 3 CTENEeHHU, TUC(HYHKIIUS CITYXOBBIX TPY0). PekoMeHI0BaHO OmepaTHBHOE
JICYCHHE.

Cewmeiinblii anaMHe3. Bo3pact poaureneit npu poxxaeHun pedernka 34 rona, 3710pOBbI.
Cectpa 12 ner, 3q0poBa. bpak He KPOBHOPOJCTBEHHBIN. B ceMbe HacieICTBEHHBIX
3a00seBaHUI HE OTMEYANIOCh.

B HeBposioruueckom oTaeaeHUH ObUIO MPOBEACHO Cieayrolee 00caeJ0BaHuE.
OO6muit aHanmu3 KpoBU, MOYH 0€3 MaTOJIOTHH.

broxuMuueckuii aHamu3 KpoBu: o01mid 6enok — 67,9 r/n, ansoymunsr — 40 /i,
MoueBrHa — 4,4 MMoIIb/J1, KpeaTUHUH — 44,2 MKMOJIB/JT, OMITupyOouH oomuii — 13,2
MKMOJTB/J1 (TipsiMoit — 3,6MkMoutb/11, HenpsiMoit — 9,6 mxmoutb/n), AJIT — 31 Ea/n, ACT-
50 En/n, menounas docdarasa — 329 En/n, kanbiuii -2,3 Mmosis/i, Hatpuid -139
MMOJIb/J1, xstopu bl -103 Mmoss/it, kanuit — 4,5 moss/i, rmukemus — 4,8 MMoutb/.
HccnenoBanusi KpOBH Ha MapKepbl TenaTuToB, BUpyc Do0mreiH-bappa nanu
OTpULIATEJILHBIN PE3YJIbTAT.

V3U opranos OpromiHoii nonoctu: Y3-npu3Haku peakTUBHBIX U3MEHEHU MEUEHHU.
VYBenuueHue JIMHEHHbIX pa3MepoB nevenu (mpasast qoist KBP — 100 mm, TII — 94
MM), cene3eHkd (91x29 mm). Y 3-ipu3HAKH PEaKTHBHBIX U3MEHEHUHN JKETIHOTO
ny3bips. BpoxkneHHble 0COOEHHOCTH KeTYHOro my3bips. [louku 0e3 cTpykTypHOU
MAaTOJIOTHH.



OKI': put™ cunycoBbIil, yckopeHHbIH. OTkinoHeHne DOC BnpaBo. Y MEpEeHHbIE
MU3MEHEHUS B MUOKap/IE.

2x0-KI': MAPC: ®0O0, IXJDK. MukcomMaTto3HOE pacClIupeHUE CTBOPOK MUTPAIIBHOTO
KJIallaHa ¢ MpU3HaKaMH HejpocTaTouHOCTH 1 crenenu. [Iponanc TpukycnuaanbHOTO
KJjanaHa 1 creneHu ¢ npu3HaKaMu HEJOCTAaTOYHOCTH 1 CTEeNeHH C yMEpPEHHBIM
pacIIMpeHreM MpaBbIX OTAEN0B cepala. Peryprurtanus Ha aopre 0-1 crenenu.
['nobanbHas cokpatuTenbHas GyHKUIMS MUOKap/ia HEe HapylIeHa.

O0I': mpU3HaKu YMEPEHHBIX 00IIEMO3TOBbIX U3MEHEHUH.

PKT ronosuoro mosra: PKT- npu3Haku pacuupeHusi 00KOBBIX 5KeNy10YKOB,
NepeHero cyoapaxHouAaIbHOTO MPOCTpaHCTBA. [lepuBEHTPUKYISIPHBIE KUCTHI.

V3U mutoBUIHOM Kene3bl 6e3 MaToJIOTHH.

PentreHorpadust KUCTH: KOCTHBIA BO3pAcCT - 2 rojia 2 Mecsla, OTCTAET OT NAaCOPTHOIO
BO3pacTa Ha 8 MecCsIIEeB.

KoncynbrpoBan cnenuanuctamu. JIOP-Bpau: runeprpodust afeHon10B 3 CTEIECHH.
JIBYCTOPOHHMH DKCCYyAaTUBHBIN OTUT.

OcMOTp OKyJIMCTA: 3peHHE MPEIMETHOE, IBUKEHHUE TJIA3HBIX SI0JIOK B IOJIHOM O0BheMe.
JleBranuu HeT. 3padyky paBHOBEJIMKHUE, PEAKLIHs Ha CBET KuBasi. ONTHYECKUE CPEBI
npo3payHsbl. ['1azHoe THO IpH OCMOTPE B MPEXOASAIIEM CBETE HEYETKOE. X0/ U Kaauop
cocyZ0B He u3MeHeH. Bunumas nepudepus 0e3 ouaropbix oopasoBanuil. Jucku
3pUTENBHBIX HEPBOB C CEPbIM OTTEHKOM, KOHTYpPbI pOoBHbIE. [loMyTHEHHE pOTrOBHUIIBI,
XpycTajiuka?

OcMoOTp soronena: pe4eBoe pa3BUTHE COOTBETCTBYET BO3PACTY.

HeBposiornueckuii craryc: SMOIMOHANIBHO JabuiieH. YepernHble HepBbl: ABUKEHUS
IJIa3HBIX SI0JIOK B MOJHOM 00BbEME, JIETKast aCCUMETPHUSL HOCOTYOHBIX CKJIA/I0K, IPU
IJIOTAaHUU He nonepxuBaeTcs. OrpaHUYEHbl ABMKEHNS B CycTaBaxX KoHeUyHocTel. Cuna
B KOHEYHOCTSIX JocTaroyHas. Tonyc 61u30k Kk ¢pusznonornyeckomy. CITIP D=S.
[TaTonornueckux 3HakoB HeT. KoopmHaTOpHbIE NPOOBI BBHIOIHSAET YETKO.

Hannune kommiiekca cnenupuyeckux GEeHOTUIMMYECKUX MPOSBIEHUN TO3BOIUIIO
MPEANOI0KUTH U B MOCIEIYIOUIEM OATBEPIUTH TPU F'€HETUYECKOM 00CIeIOBaHUU
(MOBBIIIEHHOE KOJIUYECTBO TNIMKO3aMUHOTIIMKAHOB B MOYE, CHU)KCHHAS! aKTHBHOCTb
UIypoHaT-2-Cyiab(aTasbl B CHIBOPOTKE KPOBH) PEIAKOE HACIIEACTBEHHOE 3a00ICBaHNUE -
Mykononucaxapuno3 |l tuna, unu cunapom Xanrepa.

Takum oOpa3om, NpeCTaBICHHBIN KIMHUYECKUN ClTydail UMeeT HECOMHEHHBIM
[IPAKTUYECKUNA UHTEPEC KaK U1l Bpadyeu-neAnaTpoB, TaK U Il TEHETUKOB. [
MOCTAHOBKM JAMAarHo3a JJaHHOTO PEeIKOro 3a00jieBaHMs MOTPeOOBaIach THIATEIbHAS
OLICHKA COBOKYITHOCTH KJIMHUYECKUX CUMIITOMOB, X ITOCTENEHHOTO HAa4YaJIa U
MPOrPEAUCHTHOTO TeueHus (M3MeHeHHs POPMBI FoJI0BBI (Makpoledas),
XapaKTepHbIe YepThl Juia (AucMophum), pa3BUTHE KOCTHO-CYCTABHBIX Jie(hOpMaIlHid,
TUIEPTPUXO03, FEMATOCIUIEHOMETalus, IIyIIOYHas IPblKa, HAJIMYUE HAPYILICHUI
KJIAIIAHHOTO ammapaTa cep/ua).
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