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AKTyanabHocTh: IlonukucTosnas Oose3nb mouek (monmkmcro3 mouek; MKB Q61) —
HaCJIe/ICTBEHHOE 3a00JIeBaHNe, XapaKTepU3yeTcsi 00pa3oBaHNEM MHOXKECTBEHHBIX KUCT B MapeHXH-
Me 00eux Mmodek. B 3aBUCMMOCTH OT THNA HACIICAOBAHHS Pa3IMYyar0T ayTOCOMHO-JOMHUHAHTHBINA
moJukucTo3 mouek (Q61.2) u ayrocoMHO-peneccuBHbIN monukucTo3 mouek (Q61.1). Hean: Omwu-
caTb BHEIOUYEYHbIE MPOSBIEHUS U OCIOXKHEHHS] ayTOCOMHO-IOMHUHAHTHOIO IMOJIMKKCTO3a MOYEK C
paHHUM BBISBIICHUEM.

Marepuanbl 1 MeToAbl: Ha OCHOBaHWM T'€HEATOTHYECKOIO aHAJIN3a, KIMHUKK U J1abopa-
TOPHBIX METOJOB MCCIICAOBAHUA: OMoxumudeckuii ananmu3 kposu, CK® mo ¢dopmyne Schwartz,
KOC kpoBu, peHHHA KpOBH, OOIIETO aHAIHM3a U IIOCEBa MOYHM; HHCTPYMEHTAIBHBIX METOAOB: Y31
OpraHoB Majoro Ta3a, IMMTOBUIAHOMN >kenesbl, mouek, MPT moyek u opraHoB OprolIHOI MoOIOCTH,
CYTOYHOT0 MOHUTOpUpOBaHUs A/l neBouke B Bo3pacte 15 jieT BbICTaBIEH AUArHO3.

Pe3yabrarsl 1 ux oocy:xaenue. Y neBouku 07.06.2001 r.p. (151eT) xanoObl Ha OTCYTCTBUE
MeHCTpyauuu nociennue 6 mecsaues. B 14 ner no Y3U mynprudosuiukynspable SM4HUKY, B 14,5
JIET OCMOTPEHa TMHEKOJIOTOM IO MOBOAY ameHopeu. JleueHus He monydaeT. M3BecTHO, 4To B 8 jeT
nmo Y3U kucrta mpaBoit mouku, ¢ 12 jmet kucthl oOemx mouek. Konrponbs AJl, aHanm3oB mouw,
OllIeHKa (PYHKIIMU TMOYEK paHee He MpoBoauiach. IIpociexnBaeTcss ayToCOMHO-TOMUHAHTHBIM THIT
HACJIEJOBAHUS MOJIMKKCTO3a MOYEK B 3 MOKOJIEHUSAX MpOOaHa MO0 MAaTEepUHCKOW JIMHUM: Yy MaTepu
(CK®=9mn/mun, Al mo 170/100Mm.pT.CcT.), cTapiiero Opara, asau (M), IeAYIIKH (M)-TeMOAUATU3 C
57netr, neranbHbIl ucxox B 60ner, Opara neaymiku (M) JeTalbHbll ucxon B S5aer (A]]
180/100MM.pT.CT., aHEBpHU3Ma TOJIOBHOTO MO3Ta).

[Tpu ocmotpe AJl 120/79-143/78 mm.pT.cT., oskupenue 1 crenenu (13%). [To Y3U opranos
MaJIoro Tas3a MHOJUKHACTO3 AWYHUKOB. [lo Y3UM mUTOBHIHON >KENE3bl: YMEPEHHOE KOJIMYECTBO
MaKkpo(hOILTHKYIOB (KHCTHI?) 00eHX HONMeH IIMTOBHIHOMN Kee3bl 0 3MM, obmmit V=8 2cm’. ITo
VY3U OpromrHoM MOJIOCTH W 3a0pIOMIMHHOTO IPOCTPAHCTBA: MHOXKECTBEHHBIE KHUCTBI 00enx
yBenmueHHBIX B oObeme mouek V(RD)=104cm’, V(RS)=123cm’; B cp/3 RD 2 KpymHbIE KHCTHI
1.39%1.99cm u 1,5%1,1cM, B HIKHEM Tojtoce auaMmeTpoM 1,6cMm; B RS MHOXKECTBEHHBIE KHCTHI,
max Kucta 2,2cM; yMepeHHas remnaromeranus  14.7*6.8cM, Npu3HAKM  JUCKUHE3UU
xemdeBbiBoAsuX myreid. [lo MPT: MHOkecTBeHHbBIE KUCTHI 00enx modek 2*3-19*26 MM; KUCTHI B
MCUYCHHU, ceJIe3CHKe, MOKEITYIOYHOM )Kenese HE BBIABJICHBIL. T'opMoHBI: OCT
(pommukynocrumynupyrouii - ropmos), JII'  (JIFOTEMHM3HMPYIOUIMI  TOPMOH), TNPOJAKTHH,
nporectepoH, tecroctepoH, T4cBoO, TTI (tupeorponssiii ropmoH), AT k TIIO (TupeounHoit
nepokcunase), AT k TT" (tupeornobynuny), peHuH KpoBU B HOpMe. KiMHMYecKuit aHaIu3 KpOBH B
HOpMe, 110 O0IIeMY aHAIM3y MOYU MUKpOreMarypusi, Kanbiuypus. OyHKIUS TOYEK 0 pe3ynbTaram
ouoxumuu kpoBu, KOC (kucrmorHo-ocHoBHOe coctosiHue), CK® (ckopocTh KIIyOOUKOBOM
¢unsrpanun) no popmysne Schwartz (127mn/mMmun) B HopMme. B moceBe Mouu natoreHHoi ¢uiopbl He
BbIsBIEHO. Ilpm ocMoTpe miazHoro nHa - aHruomarusi cerdarku lcT. CpeanecytouHoe AJ|
134/75mm.pt.cT, cyrounsle koneOanuss AJ[ 108/55-181/61mm.pr.cT. mo pesynsratram CMAJ]
(cyrounoro monutopupoBanus AJl).

BoiBoabl. [lpopeMoHCTpUpOBaHO KIMHMYECKOE HaONIOACHHE paHHEro (OpMUPOBAHUS
BHEIOYEYHBIX KHCT B SIMYHHUKAX, IIUTOBUIHOMN XKeJe3e U pa3BUTHE apTepPHAIbHON T'MIIEPTEH3UU C
MOPAKEHUEM OpraHa-MHINCHHU (AHTHOIMATHSA CeTYaTKu IcT) y JneBoukw 15 5er ¢ paHHUM
BbIsIBIICHHEM  («early-onset») TONMKHCTO3a TIOYEK C  AyTOCOMHO-JOMHHAHTHBIM  THUIIOM
HACJIETOBAHMUS.
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