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BBEAEHUE

Hacrosmee yue6HOe mocobue sl Bpadeil OCHOBAHO He TOJIbKO Ha aHAJIM3e
COBpPEMEHHBIX IaHHBIX JINTEPATYPbl POCCUICKUX 1 3aPyOEKHbIX UCCIIeIOBaTe-
JIel, HO TaKXKe Ha pe3y/bTaTaX MHOTOJIETHUX (cBbImIe 50 jieT) cOOGCTBeHHBIX
HabmoneHui 6osee 450 GOMBHBIX C Pa3IMYHBIMU JTU30COMHBIMU OOJE3HAMU
HaKOMJIeH!s, NOAABIA0Iee YUCIO0 KOTOPBIX NIPeACTaBIeHO Pa3IUYHbIMU TH-
IIaM{A MyKOIOJIMCaXapui030B.

Otnen kMMHUYeCcKo reHeTuky HayyHo-1cCIIe[0BaTeNbCKOrO KJIMHUYECKO-
rO MHCTUTYTa NeJUaTPUM U eTCKOW XUPYpPruu uMenu akagemuka 0. E. Benb-
tumeBa (MHcTuTyT Benbruiesa) — nepBoe B Poccuy Hay4HO-KJIMHUYECKOe
NoZipaszieJieHre, CO3laHHOe 110 MHULIMATUBE AUPEKTOPa UHCTUTYTa — aKaze-
muka IO.E. BenpTuineBa u yTBepX/eHHOe IMpUKa3oM MUHHCTepCTBA 374pa-
Booxpanenuss CCCP B 1970 r. 3a mpolueare rofbl Hay4HbIi 1 BpauebHbIIA
KOJIJIEKTUB OT/ieJla IIPOZiesial KOJIOCCANbHYI0 PaboTy MO CKPYIyJIe3HOMY U3-
y4eHni0 (peHOTHIIOB MPOOAHIOB, ONpe/eIeHUI0 TOYHBIX AU epeHIab-
HO-[IMarHOCTUYeCKAX KPUTepHUeB Pa3IMYHbIX TUIOB MYKOIOJMCaXapuao3a
(MIIC) u Apyrux (QpeHOTUNUYECKH CXOXHUX C HUMH OOJie3Hell HaKOIIeHWS
(MyKOJMNKA030B, TAHIIMO3UA030B, COUHTOIUINI030B U 1p.). Bee aTH roast
KOJIJIEKTUB OT/ieJia Iuejl B HOTY ¢ MUPOBBIMU HAay4YHBIMU pa3paboTKami, 3a-
TparuBalOUMU NpobiIeMbl COBpeMEHHOW AMArHOCTUKY, MaTOreHeTH4YecKo-
ro jnedenusi u npodunaktuku MIIC. Tak, B oTzese KJIMHIUYECKON IeHeTHKH
WHctutyTa Benbruiesa BriepBbie B Pocciy ObLIO HauyaTo MaTOreHeTHYecKoe
JieueHre pepMeHTO3aMelaloIMK penapatamMu 60bHbIX ¢ I, I1, IV u VI tu-
namu MIIC (cunzppomsl I'ypnep, Xantepa, Mopkuo A u Mapoto-Jlamn).
CrnenyeT 3aMeTUTb, 9TO OCYIIECTBJIEHHIO 3TOTO TOIZla HOBOI'O BHUJA Tepalnuu
TIpe/IIIecCTBOBAJIa OTPOMHAS MO/ITOTOBUTEbHAS paboTa: IPOYUTAHO GOJIbIIOe
KOJIM4eCTBO JIeKIIMi BO MHOTUX ropozax Poccuiickoit ®enepauuu, B IHCTH-
TyTe BesnbTHIeBa IPOBeieHbI IePBbIe BHYTPUBEHHbIE BBeleHUs pepMeHTO3a-
MellaoNIKX NIperapaToB C yyacTheM Bpaydell ¥ poLieflypHbIX CecTep U3 peruo-
HOB (0bOy4eHue Ha paboyeM MecTe).

Yue6HOe Toco6Oue /17is Bpayeil WLTIOCTPHPOBAHO OOJBIINM KOJMYEeCTBOM
HaIJIA/THOTO MaTepHasna: Tabmuiamu 1 GpoTorpadpusaMu 6OJIbHBIX € Pa3INYHbI-
mu Tuniamu MIIC u apyrumu 60J1e3HSIMU HAaKOTUIEHHs], HAXOAUBIINXCS HA 00-
CJIe[JOBaHUM U JIeYeHUU B OTZielie KJIMHNYeCKoU reHeTuku. Hageemcs, 4To nas-
Hoe y4eOHOe mocobue OyzieT MoJIe3HbIM il 00ydeHust U paboThl BpayaM-op-
IVHAaTOpaM MHOTHUX CTelUaJbHOCTeN: lefuaTpaM, TeHeTUKaM, HeOHAaTOoJIoraM,

BeegeHune | 7



KapaKosIoraM, OKYJIUCTaM, FaCTPO3HTePOIoraM, HeBPOJIOraM, OTOPUHOIAPHH-
roJIoraM, TepaneBTaMm.

Brazodaprocme: konnekmus agmopos yuebrozo nocobus 0ns epa4ei 61azo-
dapum podumensckyro accoyuayuro «Cundpom Xanmepa u dpyzue pedxue Ha-
cnedcmeenHolie 3a007e8aHUSL> U TUHHO e 0CHOBames U pykosooumens CHexicary
Topuaxosy 3a npedocmasnenue u300paxceHuti NAYUEHMOB, NOJYHEHHBIX C UX Pa3-
peuleHus U UHMOPMUPOBAHHOZO COZNACUSL.



| rnasa3

XapaKTepucTuKka OCHOBHbIX TUNOB
MYyKOMNo/ucaxapuao3oB

3.1. MYKONMO/MNCAXAPVAO3 | TUMA

[MexnynaponHasi knaccupukanus OGose3neir 10-ro mepecMoTpa
(MKB-10): E76.0; MexxayHapoznHast kiaaccudukanus 6osesneit 11-ro mepe-
cmorpa (MKB-11): 5C56.30; onnaiin-caiit Mendelian Inheritance in Man®
(OMIM): 607014, 607015, 607016]

OnucaHue

MIIC I — n1M30CcOMHOE MyJIbTUCHCTEMHOE 3a60JIeBaHIe, XapaKTepU3yole-
ecsl HaKoIlJIeHVeM B TKaHAX [TIMKO3aMMHOINIMKAHOB, a UMEHHO TrellapaHCy/ib-
dara u nepmarancynbdarta. [lepBble KIMHUYeCKHe HAOMIOieHN Pe/ICTaBIIa
G.A. Hurler B 1919 . [1]. AnutenbHoe Bpemst MIIC I u MIIC II paccmaTpu-
BAJIMCh KaK OfHO 3aboseBaHue. Tonbko B 1970-e IT. HOABUINCH COOOIEHNS
0 KIMHUYeCKUX ¥ OMOXMMHUYECKUX PA3INYUAX STUX THUIIOB MYKOIOIUCAXapH-
70308 [2].

PacnpocmpaHeHHOCMb

Yacrora cpey HOBOPOXZeHHbIX oleHuBaeTcs Kak 1:100 000. IToseimeH-
Hasi YacToTa ObLIa 3aperucTpupoBaHa B psze crpad CeBepHoit EBporbl, B ITop-
Tyranuu, CaynoBckoil ApaBuy, Ha TaiiBase [3].

Knaccucpukayus

BrifieISI0T TpU KAMHUKO-TeHeTHdeckue ¢opmbl/Tuma MIIC 1. Tsxe-
nyto — cusapom I'ypnep (MIIC I-H), npomexyTounyo — cuHzipoM ['yprep—
[Teite (MIIC I-HS) u nerkyio — cungpowm Illeite (MIIC I-S), B 3aBUCUMOCTH
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OT TSKECTH KJIMHUYECKUX MPOSBJIEHUH U MPONOKUTEIbHOCTY XKU3HU Mally-
enToB. CungpomM I'ypnep cocrasaser okono 70% Bcex ciaydaeB MIIC I, cuH-
npom I'ypnep-Illeie — oxono 20%, curgpom Illeite — meHee 10%. B To xe
BpeMs CyILIecTByeT MHeHHUe, YTO HM3Kasl 4acToTa JIeTKOM GpOopMbl MOXKET 00b-
SICHATHCA ee HeJIOCTaTOYHOM ANAaTHOCTHUKOH [4, 5].

leHemuuyeckue OaHHbIe

Tun HacnenoBaHUS — ayTOCOMHO-DPelleCCUBHBIN. My>KUMHBI U JKeHIIUHbI
60JIeI0T OIIHAKOBO YaCToO.

MIIC I o6ycnoBieH MyTauusimu reda IDUA, KOTOpbIA KOAUpYyeT o.-L-uay-
poHunasy. JlaHHbI depMeHT obecriednBaeT I'UPOJIHU3 KOHIEBBIX OCTAaTKOB
o-L-naypoHOBOI KUCJIOTHL B Ipoliecce Aerpajalydy ZiepMaTaH- U rernapas-
cynbdaros. Ten IDUA KapTHPOBAaH B XpPOMOCOMHOM pervioHe 4pl6.3, umeer
pa3mep 19 k06, comepkut 14 3xk30HOB. B rene IDUA BbisiBieHO Gosnee 350 pas-
JIMYHBIX BApMAHTOB MyTalui, Jexamux B ocHoBe MIIC I. Haire BcTpeuatoTcs
MUCCEHC-MYTalliy, HOHCeHC-MyTaluy U MeJIKVe JieJleuy. YCTaHOBJIeHbI Hau-
GoJiee pacrpocTpaHeHHbIe maToreHHble MyTaiuu: ¢.1205G>A (p.Trp402Ter),
¢.1598C>G (p.Pro533Arg), c.152G>A (p.Gly51Asp) u c.208C>T (p.GIn70Ter).
[TocnenHUi BapUAHT 3aperrCTPUPOBAH KaK Haubosee YacThlil Cpesiyl CIIaBsiH-
ckoro HacesneHusi P®. Onnako moutu 1/3 MyTauuii ABJSAIOTCA YHUKAJIbHBIMU.
ITpu uccienoBaHuy TPy MALMEHTOB NIOKa3aHa acCoLUalXs HYKIeOTUIHbIX
BapMaHTOB, BeAyluX K HapyuleHuio ¢yHkiuu nporeuna (LoF), c Taxenoit
¢dopmoit MIIC I 1 acconyanys MUCCEHC- ¥ UHTPOHHBIX BAPUAHTOB C JIEFKUMU
dopmamu Gonesnu. IIpeBanvpyeT MHeHMe, YTO B OOJIBIIMHCTBE CIy4aeB pe-
3y/IbTaThl TeHeTH4eCKOM AUarHOCTUKY JJal0T OCHOBaHMe IpeCKa3aTh TSKeCTb
3aboneBanus [3, 6-8|.

OcobeHHOCMU namozeHe3a

HeznocTaTOYHOCTh JIM30COMAJIbHOTO C];)epMEHTa (X'L'I/IllypOHI/I/:[aBBI BenmeT
K HapyLI€eHWIO TUApOoJin3a ,Z[epMaTaHCYJIb(l)aTa )41 renapchyJIb(baTa, BBI3bIBAA
ITaTOJIOTNY€CKOE HAKOIIJIEHNE YKd3dHHBIX TTIMKO3dMUHOITIMKAHOB B JIN30COMaAX
KJeToK. BeiencTsue sToro HapymarTCAa CI)YHKL[I/II/I JKU3HEHHO BAXXHBIX OPraHOB
" CUCTEM OpraHMU3Mad.

KnuHuyeckue npossneHus

MIIC I xapakrepusyercA NpPOTrPECCUPYIOLIUM TEUYEHUEeM U MYJIbTUCU-
cTeMHBIMU nposBieHuAMU. Cunnpom I'yprep (Tsxenass ¢popma) oTaUdaer-
cs1 paHHell MaHuecTanuel, 60ee GBICTPHIM MPOrPECCUPOBAHIEM U PE3KUM
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OrpaHWYeHNeM IPOAODKUTENIbHOCTHU XU3HU (B CpefiHeM OKoJIO 6 sieT). OCHOB-
Hble IPUYMHBI JIETAJIBHOTO MCXO0/Ia: CepZieYHast HeOCTaTOYHOCTb, 0OCTPYKTUB-
Hasi 60JIe3Hb JIETKUX U [IbIXaTeJIbHast HeJOCTaTOYHOCTb.

HauanbHble Mpu3HaKu 3a060/1eBaHKs MOSBISIOTCS B MepBble Hezlesi/Me-
CcALBI XKU3HKM pebeHKa. KiIMHUYECKe CHMITOMBI BKJIIOYAIOT TaproJOUHbINA
nureBod ¢peHOTUN (IMPOKUN HOC C IUIOCKMM IePeHOCheM, KPYIHbIe HO3ZIpY,
BBICTYTAOIIME HA/IOPOBHBIE IyTU, OKPYIJIbe IeKH, TOJICThIE TYObI, MAaKPOIJIOC-
cus1), Makporedanuio, 3aepXKKy poCcTa, TyrOMO/BIKHOCTb CYCTaBOB M $op-
MHUPOBaHHAE MHOXECTBEHHOTO JU30CT03a, TOMyTHEHNe POTOBULIbI U CHIKeHHe
Cllyxa, JlereHepaTABHbIe N3MeHeHMs CeplieyHbIX KJIallaHOB U KapJuOMHUOMNa-
THIO, TeNIaTOCTIIIEHOMETaJIMIO, yIOYHbIe ¥ IaXOBbIe TPhIKU, AUPPY3HYIO MbI-
IIeYHYI0 TMIIOTOHUIO, TAXeJI0e HapylleHre ICUX0Pe4eBOro U CTaTUKO-MOTOP-
HOTO0 pa3BUTHA (PHC. 2, CM. Ha [[BETHOH BKJIeliKe).

Hauanvrvie npusnaxu 6one3nu. Cpefyt paHHUX MPU3HAKOB — IMOCTeNeHHOe
orpyGeHue 4epT JIMla, IPU3HAKKA OOCTPYKI[MY BEPXHUX JIbIXaTebHbIX MyTei
(myMHOe ZibIXaHue, Xparl, alHO3 BO CHE), IOBTOPHbIe PUHOCUHYCHUTBI, OTUTBI,
rpepkd. Hapymenue ciyxa (4 KOHAYKTUBHOTO, ¥ CEHCOHEBPAJIBHOIO IIPOMC-
XOX/IeHVsT) OOBIYHO BBISIBJISIETCSA B KOHIIE IIEPBOTO I'o/ia UM Ha BTOPOM TOJy
KU3HU. B 3TOT Xe Nnepuoy AUarHOCTUPYIOT HapyIleHWs 3peHus, Jale — I0-
MyTHEHUE POTOBHUIIBI, @ TAK)Xe aHOMaINY pepaKIuy, TI03Ke MOXKET TTOSABUTD-
CA TJIayKOMa, PeTUHOIIATH A, aTpOodus 3pUTEIbHBIX HEPBOB.

Iopascenue neperou cucmemsl. 3aziep>kKa pa3BUTHSA feTell, Kak IPaBUIIO,
CTaHOBMTCS OYEBUIHOW CO BTOPOTO NOJNYrofus XU3HU. KOTHUTUBHBIE HApy-
IIeHWs UMeIOT MeCTO M NMPOrPeccUpyloT Jaxe y feteld, nonydnsmux TICK.
B crapmem Bo3pacTe OfHUM U3 HEBPOJOTUYECKUX OCJIOXHEHUH CIyXWT TU-
nponedanus [5, 9].

Iopasenue cepdya BcTpedaetrcs y 6onpimHcTBa 60bHBIX MIIC I, Hau-
6onee vacto (mout y 90% maruveHTOB) HAOJIIOAAETCs MPOTpecCUpyroas
NaTOJIOTUSA KJamnaHoB cepiuna. Cpeny APYruX HapylleHUH — BPOXKAEHHBIe
MIOPOKU CepAlia, Cy)KeHrue KOPOHApHBIX apTepuil U uileMudeckas 6oyie3Hb
cepzua. Bozpact nosBneHus KIMHUYECKUX CUMITOMOB 3HAYUTeIbHO BapbU-
pyeT; U3BeCTHBI CJIy4au OueHb PaHHero e0rTa MopaxeHHsl cepledHO-Ccocy-
IVCTOW CHCTeMBI 10 MaHUdecTaluy Ha4aJbHbIX TPU3HAKOB raproIOUHOrO
denoTumna.

Iopaxcenue ckenema y GONbHBIX TPOSIBISETCS 3aMelieHHeM POCTa JJIUH-
HBIX TPyOYaTBIX KOCTeH, BalbIyCHOU AedopMaliieil KOJeHHbIX CYCTaBOB, [IUC-
I1a3ueil Ta306epeHHBIX CYCTAaBOB, IMIOIUIA3Kel Tell TI03BOHKOB, YTO BeZeT
K Kudockomo3dy. TepMUHOM «MHOXeCTBEHHbII JU30CTO3» 0003HAYAIOT CO-
BOKYIIHOCTb PEHTTeHOJOTMYEeCKUX aHOMaJui, BO3HUKAIOUINX B pe3ysbTaTe
HapyIleHWs 3HJ0XOHJPalIbHOrO pocTa. IlopakeHre KOCTHOW CUCTeMBI B 3Ha-
YUTEeNILHOU CTeneH 00YCIOBIMBAET MOSIBJIEHUE U MIPOrPecCHpOBaHue APYTHX
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xapakTepHbIx 1y MIIC [ cuMOTOMOB — M3MeHeHu#t JInieBoro GpeHorumna, 06-
CTPYKILVHU JIbIXaTeNbHBIX IyTel U Ap. [10].

Iposenenus npomexcymounou u nezkoti gopm MIIC I. Tpu Gosee JerKux
¢dopmax — cunppomax Iypiep-Ileite u Illeite — cuMnTOMBI GOJIE3HH Me-
Hee BbIpa)KeHbl U BO3HUKAIOT 3HAYMTEbHO 103/ Hee (pHC. 3, 4, CM. HA IIBeT-
HoU BkJletike). IIpu cunzppome Illeiie OTCYTCTBYIOT KOTHUTHUBHBIE PacCTPOM-
ctBa. IIpOAOKUTENLHOCTD JKU3HU MALMEHTOB OOBIYHO COCTaBJIsSe€T OKO-
10 20-30 ner. Tak KaxK He Bcerja yAaeTca 4eTKO pa3rpaHUYUTb yKa3aHHBIE
CHHJIPOMBI, BbICKa3biBaeTcst MHeHue, 4o MIIC I npezcraisier co60#t CrieKTp
PacCTpPOMCTB OT JIETKOM /10 TsKeNoi popM ¢ MHOXKECTBOM ITPOMEKYTOYHBIX
denotunos [9].

JluaaHocmuka

JlMarHoCTHKa OCHOBaHA Ha pe3yJbTaTaX aHajlIu3a KIMHUYeCKUX (0C0OeHHO
pPaHO MaHU(ECTUPYIOIKX) CUMITOMOB U JAOOPAaTOPHBIX JAHHBIX.

Jlabopamopras duazrnocmuka. JnarHoCTU4eCKOe 3HaYeHre MeeT [OBbIIIe-
HUe MO4eBO# 3KcKpenun obuux I'AT, 1epmMaTaH- U renapaHcyib$paToB, OTCYT-
CTBHe WJIU CHUKeHHe aKTUBHOCTU depMeHTa o-L-uaypoHHUAasbl B JIeHKOIM-
Tax, pubpobracTax UM BBICYIIEHHBIX MATHAX KPOBH, a TaK)XXe OOHapyKeHUe
OuasieNbHbIX TATOTeHHBIX BApUaHTOB B reHe IDUA. CrenyeT y4UTHIBATh PO-
ZIOCJIOBHYIO MAIMEHTOB /711 CBOEBPeMEHHOTr0 oIpeJiesieH!s IPYNIbl BHICOKO-
ro pucka o MIIC I, 060cHOBaHUS peHaTaNIbHOW WY IPeUMIUIAHTAllHOHHOM
reHeTUYeCKOW JMarHOCTUKU WM Ha3HaueHUsl TapreTHOTO JUAarHOCTUYeCKOro
UCCIIeZIOBaHUSA B IIeprojie HOBOPOXXA€HHOCTH.

HeonamaneHelii ckpunute. B CBA3U ¢ HACYIHOW HEOOXOAUMOCTBLIO PaHHe-
TO BbIsABJIEHUS 3a00JeBaHuA Uil HA3HAYEHUS Tepanuu o0CyX/aeTcsi BOIPOC
0 BO3MOXXHOCTH IIPOBeZIeH!sI MaCCOBOTO HeOHaTaJIbHOro ckpuHuHra Ha MIIC I
J715 ANarHOCTUKY NpejiaraeTcsl B BBICYLIEHHBIX NATHAX KPOBU OCYIeCTBIIATD
omnpezienenre AT MeToZOM TaHZeMHOW MacC-CIeKTPOMETPUM WU U3MepATh
aKTUBHOCTh depMeHTa o-L-uayponunassl. Pe3ynbTaTsl ciiefyeT MOATBEPXK-
IaThb ornpeziesieHreM ¢pepMeHTa B JIEHKOINUTAX WU CbIBOPOTKE, aHAJIU30M MOYH
Ha ['AT u reHeTH4ecKkUM KcclejoBaHKeM. IIpu 3TOM ciiefiyeT yUUTHIBaTh OTHO-
CUTeJIbHO 4acTyI0 BCTpedaeMoCTh InceBofeduuuTa o-L-uaypoHusiassl, He Co-
npoBoXx/jatoerocs Hakomnenuem AT [7, 11].

[Tamoz2eHemu4eckoe fneyeHue U e20 3(p(peKmU6HOCfnb

[l NedeHUs MALMEHTOB paHHEro Bo3pacTa (0 2-2,5 JIeT) UCIOIb3YIOT
TI'CK. Kpome Toro, pa3paboTaHa matoreHeTndeckasi pepMeHTO3aMeCTHUTEb-
Hasg Tepanus (mpenapaT JapoHWUZAa3a). YKa3aHHbIE METO/bl JIeYeHUS JaioT
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BO3MOHOCTb YBEJIMYUTD TPOJIOJDKUATEIBHOCT Y IIOBBICUTH Ka4eCTBO XXU3HU
GOJIbHBIX, CHU3UTh TSXKECTh KJIMHUYECKUX MpOsiBleHuii 3aboneBaHus. IIpo-
IOJDKAKOTCS MCC/IeIOBAHKS B 06J1aCTH TeHHOM Tepamnuy Ha )XUBOTHBIX MOZIeJISX
nyTeM JOoCTaBKU reHa IDUA ¢ OMOIIbIO BUPYCHBIX BEKTOPOB [5, 7, 12].

B KavecTBe mprMepa MPUBOJAUM KPaTKYIO BBINUCKY U3 UCTOPHU OOJIe3HU
pebenka ¢ MIIC I, HaxouBIerocst Ha 06C/IeZIOBaHUM U JIEYEHUHN B OT/IEIEHUM
KJIMHAYeCKOW reHeTUKHU MHCTUTYTa BenbTuiesa.

Ha6nogeHne 1

Manbuuk H. B poocioBHO# ciy4aii ciopaandeckuit, 6pak HepoJCTBeH-
HBIi, cTapiue cectpa u 6paT 310poBbl. [Ipo6aHz OT TpeTbeit GepeMeHHOCTH,
IIPOTeKaBIlel ¢ yrpo30y mpepbiBaHusA B I TpuMecTpe, aHemue B III Tpume-
crpe. Poznsl TpeThH, B cpoK. Macca Tena npu poxzaenuu 3040 r, aauna 50 cm.
Orenka mo mkane Amrap 8/9 6amnoB. Yepe3 8 4 mocjie poXxaeHUsT PasBU-
Jlach IbIXaTesibHAsI HEIOCTaTOYHOCTh, B TeueHue 4 cyT peGeHOK Mojydas uc-
KYCCTBEHHYIO BEHTHJISILIUIO JIETKUX. YCTAHOBJIEH IUAarHO3: «BHYTPUYTPOOHAsS
MIHeBMOHUS, liepebpasibHast uilieMusi 2-i cTerneHu, CMHAPOM yraeteHust LIHC».

PaHHee pa3BuTHe IPOTEKAJIO € 3aA€PKKOM: cuaut ¢ 10 mMec, xoaut ¢ 18 Mmec,
C 2 JieT HavyaJ MPOU3HOCUTD CJIOTH U OTAeIbHbIe cyioBa. C 10 Mec 6bl1a OTMeYe-
Ha mporpeccupyomas kKudorudeckas fe¢opManys Mo3BOHOYHUKA. B aTOM Xe
BO3pacTe ObUIA BISABJIEHA MYIIOYHAS IPBDKA, A 3aT€M JIEBOCTOPOHHSISA MaXoBas
rpelXa; B 1,5 roga npoBefieHO onepaTUBHOE jiedyeHre. TyronofABUXHOCTD Cy-
CTaBOB CTajia GECIOKOUTH C 2-JIeTHEro Bo3pacra. B Bo3pacte 3 jieT Ha OCHO-
BAaHUU TepeyrCIeHHbIX aHHBIX, BBIPAKEHHOIO OTCTABAHUSA IICMXOPEYeBOro
pa3BUTHS 1 rPyObIX YepT JIMIla OPTOMeOM ObLIO 3al0Z03PEHO HAUYHe MY-
KOIOJIMCAXapuzio03a.

CrnenuanbHoe nabopaTopHoe 00cCefoBaHKMe MpOBeleHO B Jabopa-
TOpUA MeANKO-reHeTUYeCKOro HAy4YHOTO IIeHTpa: BBIABJIEHO CHMXEHUE
ypoBHS o-L-unyponuznassl B neiikonurtax (0,01 ’M/mr 3a 18 4 npu Hop-
me 61-175,5 HM/mr 3a 18 1); Bo 2-M U 6-M 3K30Hax reHa IDUA oGHaApyKeHbI
nBe mytauuu p.Gln70Term (Q70X) u ¢.705 707delGGG B KoMIayHA-TeTepo-
3UTOTHOM COCTOSIHUM. Y POAWTeNeldl MajlbuMKa NMOATBEP)KAeHO HOCUTENbCTBO
myTaruit rena IDUA, BbIsiBJIeHHBIX Y pobanaa. Takum o6pa3om, 6bi1 ycTa-
HoBJeH fuarHo3: «<MIIC I (cunapom I'yprep)».

PeGeHok B Bo3pacTe 3 jiet HarnpasiieH B IHCTUTYT BesbTuiiesa, riae opopm-
JIEHO 3aKJII0UeHre KOHCHIIYMa ¢ 000CHOBaHMEM Ha3HayeHNs ¢pepMeHTO3aMe-
CTATENBbHOW Tepaluy NpenapaToM JapoHuAa3a (AJbAypasuM*) MO KU3HeH-
HBIM NOKa3aHUAM B 1o3e 100 Ef/Kr exxeHesieIbHO TTOXXU3HEHHO, U Yepe3 2 MeC
TI0 MECTY XXUTEeJIbCTBA HAUaThl eXXeHelebHble MHPY3UU Mpernapara.

Jlaiee MaJIbuMK HABJIFOIAJICS TIEIUATPOM, OPTOTIEZIOM, HEBPOJIOTOM, HeHpo-
XMPYpProOM U B BO3pacTe 5 jieT roCUTalIu3UpOBaH B OT/eleHre KIMHAIeCKOH
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reHeTuky VHCcTUTyTa BenbTumesa s obcnenoBaHus B auHamuke. CocTo-
sHYMe pacClieHeHO KaK CpefHeTsyKesloe 10 OCHOBHOMY 3aboneBanuto. ®usn-
YeCcKoe pPa3sBUTHE HU3KOe: POCT COOTBETCTBYeT 3—10-My LIEHTUIIO, Macca
Teaa — 10-25-My LeHTUII0, OKPYXXHOCTb rojioBbl — 90-97-My nentumo. Pe-
HOTUMUYecKre 0cOOeHHOCTH pebeHKa: Makpouedais, BBINYKIbIA 700, Tpy-
Oble 4epThl JIMIIA, MaKPOIJIOCCHSI, HEIPABUIIBHBIN POCT 3yOOB, KOPOTKAs Iues,
TUIIepPTPUX03, AepOpMUPOBAHHbIE YIIHbIE paKOBUHBL. DopMa rpyaHOIM KIeTKU
KWJIeBU/IHAS, HAOJIO/1aeTcsl OACHUYHBIN KO3, TYrONOABIXHOCTD KPYITHBIX
CyCTaBOB (JIOKTeBBIX, IJIeYeBbIX, KOJIEHHBIX), a TAKXKe MEeJIKUX CyCTaBOB KH-
creil. MbllIeuHbIN TOHYC 6JIM30K K ¢pusnonorudeckomy. OTMedeHa MynovHas
rpbika (penuauB), nedeHb MaJbIUPYETCs +3 CM HUKe Kpas peOepHOil ayru.
Cryn HOpManbHBIA. MIMeeTcss HOYHOU 3HYpes.

INcuxomoroM KOHCTaTUPOBAHA 3a/iepPXKa [ICUXOPe4eBOro Pa3BUTUA — MaJlb-
YUK JIOCTYIIeH IPOCTOMY KOHTaKTy, TOBOPHUT OT/eJIbHbIe c1oBa. OdranabpMoo-
rOM IMaTHOCTUPOBAHO NOMyTHEHHe POTOBULI 1-2- CTeNeHu, runepMeTpo-
nus cnaboii creneHy. KoHCYIbTalus OTOJIAPUHTOIOrA: HOCOBOE JIbIXaHMe 3a-
TPYAHEHO; BbIABJIEHA [UIEPIIIa3Us [TIOTOYHOM MUH/AIUHBI 3-11 CTelleHy, Xpo-
HUYEeCKU! aJIeHONJUT, XPOHUYeCKUH CPeIHAN OTUT, TYTOYXOCTb 2-1 CTeleHHU.

ITo faHHBIM KOMIIBIOTEPHOH TOMOrpaduu TPYyAHOW KJIETKU BBISBJIEHBI
NPU3HAKKU OOGCTPYKTHBHOIO OPOHXWTA; yMePEeHHble IPOSBIIEHNS JIETOYHO-ap-
TepuasbHON runepreH3ny. Ha MarHUTHO-pe3oHaHCHOU ToMorpadum (MPT)
TOJIOBHOI'O MO3ra BH3yaJM3MPOBaHA KapTHHA T'MIIOZEMHENMHHU3ANuK 6eso-
ro BellleCTBA, BHYTPeHHel ruaporedanny, UCTOHYEHU MO30JUCTOTO Tena.
ITpu sxokapauorpaduu (DxoKI') oGHapyKeHbI JlereHepaTHBHbIe U3MeHeHHUs
a0pTaJIbHOTO KJIallaHa C HeIOCTaTOYHOCTBIO 1+, Ivlatanys KOPHA aopThl, -
reHepaTUBHbIe N3MEHEHHS MUTPAJbHOrO KJalaHa C HeloCTaTOYHOCTbIO 1,5+
0e3 pacmupeHus NOJIOCTeH cepAla U HApyIeHUs CUCTOIMYeCKON U I1acTONH-
veckoil ¢yHKuuu. ITo JaHHBIM yiabTpa3ByKoBoro uccienosanus (Y3U) moz-
TBEPK/IEHO HeDOOJIbIIOe YBeNMYeHrne pa3MepoB ledeHy, BbIABIeHbl Juddys-
Hble U3MeHeHUs ee TIapeHXUMbl, aHOManus GOPMbI U yBeJIUUeHHe XeTIHOTO
Ny3bIPS, YBEJIMYeHNe Pa3MepoB CeJle3eHKH U TodeK. KinHnyeckuil u 61oxu-
MUYeCKUd aHAIM3bl KPOBU ¥ MOYM — 0e3 ITaTOJIOTMYeCKNX U3MEeHEeHHH.

TakuM o6pa3om, y pebGerka H. npu KOMIIEKCHOM 06CeZI0BaHUM BbIsIBIIE-
Ho xapakrtepHoe 11 MIIC I (cungpom I'yprep) nmonucrucreMHOe MOpaXkeHuUe,
BKJIIOYAMOIIee 3a/IePXKKy IICHMXOPedeBOro pasBUTHsS W POCTA, raprojJOUJHBIA
NuIeBoi ¢peHOTHUI, S-06pa3HbIil IPYAOMOACHIUYHBINA CKOIMO3 U KU}O3 mo-
SICHUYHOTO OTZeJIa II03BOHOYHMKA, MHOXKECTBEHHbIE KOHTPAKTYDBI CyCTaBOB,
IYTIOYHYIO IPBIXKY, fleTeHepaTUBHbIE N3MeHeHNUs KIallaHHOTO anmnapara cepaua
C funaTanyed KOpHA aopThl, FeNaToCIIeHOMeTalni0, IOMyTHEHNE POTOBUIIBI
1-2-ii cTeneHu ¥ TMIIEPMETPOINUIO C1ab0#t CTeTeH , XPOHUUEeCKUI CIIM3UCTBIN
CpPeIHUH OTUT U TYTOYXOCTb 2-1 CTEeIeHN.
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ITpomomxkaeTcsi maToreHeTudeckas (epMeHTO3aMeCTUTebHAs Teparus
npernapaTroM JapoHuzasa (Anbaypasum*). s ynyduieHUsl COCTOSIHUS Op-
raHOB M CHICTEM, TOBBINIEHNS KadyecTBa JKM3HU HA3HAYEHO IOMOJHUTENbHOE
MeZIMKaMeHTO3HOe JiedeHre (aMUHOMACJIAHAS KUCJIOTa, TPUMeTa3uIiH, STHII-
MeTHITH/IPOKCUTIMPUAYIHA CYKLIVHAT U JIp.) ¥ PeKOMEeH/I0BaHbI CPeZCTBA MeAu-
LIMHCKOW peabiIUTAlMK, B YaCTHOCTH OPTONeANYecKre U3eHs.

3.2. MYKOMO/IMCAXAPVAO3 Il TUNA
(MKB-10: E76.1; MKB-11: 5C56.31; OMIM: 309900)

OnucaHue

MIIC II, unu cunapom Xanrepa (Hunter), — X-cuemnsieHHOe JM30COMHOe
MYJIBTHCHACTEMHOE 3a00JieBaH1e, XapaKTepH3yIolleecs HAKOIIEHNeM B TKaHAX
IJIMKO3aMUHOITIMKAHOB, 3 UMEHHO renapaHcyibdarta U JepMmaTaHCyabdara.
I[TepBbie KIMHUYeCKKe HabmoneHus npeacraBui C. Hunter B 1917 r. [13]. 3a-
6osieBaHKe GbLIO OTIENEHO OT MYKOINOJIMcaxapua03a I Thna u cTano paccma-
TPUBATHCA KaK OTAeNbHasA Ho3050ruA B 1978 1. [2].

PacnpocmpaHeHHocmb

Yacrora cpeay HOBOPOXAEHHBbIX oljeHuBaerca kak 1:90 000 (Bpasu-
) — 1:260 000 (ITopryranus). B crpanax Boctounoit Asuu cinydau MIIC 11
COCTaBJIAIOT 0KOJI0 50% BCeX MyKONOIMCaxapuzio030B [3].

Knaccucpukayus

BbizensioT Be OCHOBHBIE KJIMHUYeCKHe GOPMBI: TSKelylo, UM HeBpoIa-
TUYecKylo (60-75% ciy4aeB), U JIeTKyl0 — B 3aBUCUMOCTH OT BO3pacTa Havazia
3a00J1eBaHMA M TSXKECTU KIMHUYECKUX NposABIeHUH. OCHOBHBIM KpUTepHeM
pasrpaHuueHus CIyXXUT HaJIN4Ke WU OTCYTCTBHE IPOrpeccUpyIolero nopa-
YKeHUs [IeHTPaJbHON HepBHOM cucTeMbl. P aBTOPOB yKa3bIBaeT Ha KOHTHHY-
yM TOMHOpraHHbix cuMntoMoB MIIC I OT 04eHb TSKeNbIX 0 OTHOCUTENBEHO
Jierkux QpeHOTUIIOB, OTMeYasi, YTO U MPH JIeTKUX HOpPMax MOCTEIIeHHO MPOUC-
xonut Bosneuyenve ITHC B natonorudeckuii mponecc [14, 15].

[eHemuyeckue 0aHHble

Tun HacnenoBaHuss — X-CIeTJIEHHbII pellecCUBHbIIA; MoaBsoniee 60b-
UIMHCTBO OONBHBIX — Manbuuku. OT/ebHBbIE Clydau 3abojeBaHUsS y Je-
BOYEK OOBACHAIOTCA HOCHTENIBCTBOM MYTAaHTHOrO reHa IDS B cOYeTaHUM
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