0.4 I pucopenko, A.B. Cykano
Hedponoprus ®ankonu
Benopyccxuii cocyoapcmeennviti MeOUYUHCKULL yHugepcumen

B 1951 r. Fanconi ¢ cotpyaHUKaMu BIIEPBBIE OMUCATN HAOJIOJABIIEECs] MU B JABYX
HEPOJICTBEHHBIX CEMbSIX CBO€OOpa3HOe 3a00ieBaHue, Ha3BaHHOE HeppoHoPTH3OM. [10
MHEeHUIO0 DaHKOHU, TTPU ITOU MATOJOTUHU HAOII0aeTCsl MPEXKICBPEMEHHOE
u3HalMBaHue HepoHoB [1].

Bcenen 3a 3TuM cTanu nosiBASATHCS APyrue cooOIIeHUs 0 00JI€3HU, MOMyYHBILIEH
Ha3BaHue HeppoHopTuza DankoHu. OMH U3 BAPUAHTOB CBSI3aH C HATUYHEM
MUKpPOKHCTO3a B MO3TOBOM BELIECTBE MOYEK. BhICKa3bIBAETCSI MHEHUE, YTO IIEPBUYHOE
MOpa)KEHUE JOKAJIU3YETCs B IUCTANIBHBIX KaHANbIAX, YTO MPUBOAUT K HAPYIICHHUIO
peabcopOuuu BOIbI, a MO3KE MPUCOCTUHSICTCS OBk AeHNE TaoMepy [1]. Oxnako
Whalen, Mclntosh (1962) yka3siBatoT Ha MEPBUYHYIO HEAOCTATOYHOCTD nieTin I eHite,
TaK KakK y OOJbHBIX HEPEAKO OOHAPYKHUBAIOTCS €€ KUCTO3HBIC M3MeHeHus. [1]. A.IL.
[Menemyk u N.I'. Cutannkas (1971) cuntaroT naTOrHOMOHUYHBIM JiJ1s1 HepoHOPTH3A
HapyleHne (yHKIIMM aMMOHHOTeHe3a [2].

B Hacrosiiee Bpems 10BeHWIbHbIN He(hpoHOPTH3 DaHKOHU paccMaTPUBAIOT Kak
BapUAHT KJIMHUYECKOTO TEUCHHSI MEAYIUISIPHON KMCTO3HOW 0O0JIE3HU C AyTOCOMHO-
PELIECCUBHBIM TUIIOM HACJIEIOBaHUS, XapaKTEPU3YIOIUICSI KUCTO3HBIM MOPaKEHUEM
He(poHa C MPENMYILIECTBEHHOM JTOKaTU3allken mpoiecca B AUCTAIbHBIX KaHAIbIIAX.
[5]. Taxke BBIACIAIOT cieayomue GopMbl KHCTO3HOM OOJIC3HU:

— MEYJUISIPHBIN MOJUKUCTO3 ¢ peTuHonatrer (cuaapom CeHropa Wi MOYeYHO-
pEeTHHANIbHAS UCIUIA3HS), C POXKICHUS HAONIOJaeTCs CIICTOTa,;

— BapHaHT B3pPOCJIOro THIMA (MOJIMKUCTO3 MO3TOBOTO CJIOS TTOYECK).

Kpome ykazaHHBIX HACJIEICTBEHHO-1€TEPMUHUPOBAHHBIX BAPUAHTOB OOJIE3HH MOTYT
OBITh CIIOPATUYCCKUE CIydau MEAYJUIIPHOTO MOJMKKUCTO3a TToYeK. [5].

YacTota BcTpeyaemocTu ganHoro 3adoseanus 1:50000 peteii.

FOBenunbHbIN HePpoHOPTH3 DAHKOHU OJJTMHAKOBO YACTO BCTPEUAETCS Y MAIBUUKOB U
neBouek. [3].

[lepBbie KNIMHUYECKUE NPOSBIEHNA 3a00€BaHus Ha0I0qal0Tcs B Bo3pacte oT 1 10 5
JIeT, Yalie Mpyu NPUCOCTUHCHNN HH(DEKINH, TIOCIIe BaKIuHANUK. [4].

KnuHnyeckas kapTUHa paccMaTpUBaeMOro 3a00JI€BaHUs XapaKTepU3yeTcs
MOJINYPHUEH, MONUIANUIICUEN, HATMYHEM BBIPAKEHHOTO aHEMUYECKOTO CUHAPOMA U3-3a
HapyUIEHUsI FTEMOMO3TUYECKON (QYHKIMHU MMOYEK U Pa3BUTUS XPOHUYECKON TOUYESUHOM
HenocratouHoctH (XITH); Mukporematypueii, runepazoreMueii, ocreoquctpodueii u
MpU3HAKaMHU BTOPUYHOTO TUIEpHapaTUPEOUIU3Ma BCIEICTBUE TUIIOKAIBIIUEMUH;
TUIOHATPUEMHUEN, TUIIOKAIBLIMEMHUEN U THIIOKaJTuEeMUEN 3a cueT OOJBIION MOTEPH C
MOYOM; MOJIM-U TUMIOU30CTEHYPHUEH, KOTOPhIE BOSHUKAIOT BCIIECTBUE HECTIOCOOHOCTH
KaHAJIbLIEB MOYEK B JOCTATOYHOM CTENEHH peadcopOMpoBaTh NEPBUYHYIO MOYY;
OTCTaBaHUEM B (PM3MUYECKOM a MHOI'/Ia U YMCTBEHHOM Pa3BUTUHU BCIIEICTBUE
YPEMHUYECKOU U allUJO3HOM MHTOKCUKAILIMU. | UTIEPTEH3USA U OTEKH, KaK IIPaBUJIO,
OTCYTCTBYIOT. 3a00JIeBaHUE MPOrPECCUPYET, OOJIbHBIE TEPSIIOT C MOYOM B OOIBIIOM
konuuectBe Oenok. MHorna Habmonarotes cynoporu. [loanypus BeneT K 3KCUKO3Y,
TUIEPTOHUH, PBOTE, CHUKEHHIO aleTuTa. B mo3aHei ctaauu pa3BuBaeTcs cHavana
KaHaJIbLIEBas, a 3aTeM KIIyOOUKOBasi HEJOCTATOYHOCTD: MMOYKU TEPSIIOT CIIOCOOHOCTh
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KOHIICHTPUPOBATh Mouy (oTHOCUTeNbHas moTHOCTh 1,006-1,012), Hapymiaercs
aMMOHHMOTEHE3, BCIIEICTBUE YETO HACTYMAET allMJ103, CHUKAETCS KIIMPEHC
AHJOTE€HHOr0 KpeaTUHUHA, NOoBbIIaeTcs pochaTeMus U CHUKACTCS KaJIbLIUEMHUS.

[4,5]. AuddepeHnmanpHblil TUarHo3 BKIFOYAST UCKIOUYEHUE MIEPBUYHBIX H BTOPUYHBIX
TyOyJIONaTHiA, HACJIEICTBEHHOr0 He(hpuTa, HapylIeHuir oOMeHa BemiecTs.[3]. [Iporuos
3a00seBaHuUs ONPEEISAETCS PA3BUTHEM XPOHUYECKOM MOYEYHON HE0CTaTOUHOCTH
(XITH). Jleuenue cumnToMaTu4eckoe. [IpoBOIUTCS KOPPEKIIUS AIEKTPOJIUTHO-
BOJIHOTO OaslaHca, KUCIOTHO-mesiouHoro pasHoBecus (KILIP). ITpu XIIH npoBoautcs
remoauanus|3,5].

Hedponod Ttz ®ankoHu U Apyrue BapuaHThl MEAYUISIPHOTO KUCTO3a MOTYT OBITh
npuunHoi popmupoBanus XIITH yxe B 1eTCkoM BO3pacTe, OJJHAKO B CBSI3U C
oOpallieHreM BHUMaHHUs Ha CUMIITOMBI TATOJIOTUU CO CTOPOHBI IPYTUX OPraHoOB
onpenesieHne GyHKIMOHATBHONW CIIOCOOHOCTH MOYEK 3a/1eP>KUBACTCS.

Hacrosmiee kirH1YecKoe HaOMIOAEHUE OTPAXKAeT 0COOEHHOCTH T€YEHUS JaHHOTO
3a00J1eBaHUsl U HECBOEBPEMEHHOCTh MMOCTAHOBKH MPAaBUIIBHOT'O JUArHO3a, YTO MOKET
MOCIIYKUTh MPUMEPOM JJIs1 MPAKTUKYIOIIHUX Bpaueil HEYPOJOruYECKOro
SHAOKPUHOJIOTMYECKOT0 U OPTONEANUYECKOr0 MPOUIs BCTPEUAIOIIUXCS C JAHHOU
MaTOJIOTUEN U BBISIBUTH 3200JIEBAHME B PAHHEM JIETCKOM BO3paCTe.

[IpuBoaMM Halle HaOIIOACHUE.

bonbhoit /. 05.07.02 r. poxxnenust, xxuteib ['polHEHCKON 00J1acTH, HAaXOAUIICS Ha
00cneJ0BaHUM U CTAllMOHAPHOM JICYEHUH B HE(QPOJIOTUUECKOM OTAENIEHUN 2-i
TOpPOJCKOM MEeTCKOM KIMHUYecKou 0onpHuUIbI I'. MuHcka ¢ 13.02. mo 24.02.2008 r.
Poautenu Manpuuka npy NOCTYIUICHUH MPEIBSABISIN 5Kajo0bl HA HAIMYUE TIOJIMYPUH,
MOJIUUTICUH, BBIPAKEHHYIO 3a/IEPKKY pOCTa y peOeHKa.

PeGeHok oT TpeThelt 6epeMEeHHOCTH, POTEKABILIEH Ha (POHE recTo3a, yrpo3bl
BBIKH/IBIIIIA BO BTOPOM TpuMecTpe. Posibl BTophie, onepatuBHbIC (KECAPEBO CEUYCHUE), B
cpoke recranuu 39-40 Henenb. Manb4yuK BBIITMCAH U3 POJJIOMA Ha CEIbMbIE CYTKHU C
JUArHO30M: MEpUHATAIBHOE MOBPEXKACHHUE LIEHTPATbHOW HEPBHOM CUCTEMBI B pOjaX,
¢usnonornyeckas runepounpyounemus. BckapMmianBaHue rpyJHO€E 10 TPEX MECSLIEB.
[Ipu cOope HACIEACTBEHHOTO U CEMEUHOTO aHAMHE30B YAAJIOCh BBIIBUTh HAJTMYHE
MATOJIOTUH CO CTOPOHBI OPTraHOB MOYETOJIOBON CUCTEMbI Y MaMbl AIIUEHTA —
MoO4YeKaMeHHas 00JIe3Hb, Y ASAYIIKU [0 MATEPUHCKOM JINHUU — MOJUKHUCTO3 MOYEK.
OneHka puU3nyecKkoro pa3BUTHs MalMEHTa B TEUEHUE TO/1a.
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doro 4

3akitoyeHue: (U3NIEeCcKoe pa3BUTHE HU3KOE, PE3KO TUCTapMOHUYHOE.

[Tpu cOope anamuesa 3a001eBaHus MaTh peOEHKA yKa3ajia Ha TO, YTO CUYUTAET €ro
OOJBHBIM C D MecsleB, Koraa nocie nepeneceHHor OPU nosisunuck cyodedpuibHas
TeMIiepaTypa, OecipUuyuHHasi pBOTA, CTOMKHE U3MEHEHUs J1a00paTOPHBIX MOKa3aTeen
CO CTOPOHBI MOYH M KpoBH (Tadi.1, 2).

[Tpu ocMoTpe pedbeHka palioHHBIM nTeauaTpoM 6.12.02 T. BRICTaBICH AUATHO3!
WH(EKIMs MOYEBBIBOAAIIMX MyTeid. HecMoTpst Ha mpuemM Ha3HAYEHHBIX BPauoM
JIEKapCTBEHHBIX MPEMapaToB BEIPAKEHHOTO KIMHUYECKOTO YIIYUIICHUS HE
oTMeuanoch. [Ipu noBTOpHOM 00paIIeHNH K y4aCTKOBOMY NEANATPy AUArHo3 0e3
M3MEHEHUH: MHPEKIUS MOUYEBBIBOMAIIUX MyTeH, 3aTsHKkHOE TeueHue. [Ipu orcyTcTBIM
OMOXMMHUYECKOT0 aHaIM3a KPOBHU, KOHCYJbTalluK Hedposiora 00IbHOM OTIYILEH
JOMOM, POJUTENSIM PEKOMEHI0BaH KOHTPOJIb OOILIEr0 aHaIM3a MOYH Kaxble / JHEH B
TEUCHHUE 2-X HEICTh.

B TedeHune cienyromux mecTyu MECSIEB POAUTEIN MalbuiKa OTMEYAIOT HAJTMIne y
peOeHKa MOHIKEHUE aleTUTa, OTNYPHH, TIOMUIUTICUH, UCKPUBICHHE HIKHUX
KOHEYHOCTEU.

[Ipu moBTOpHOM OOpalieHuu K pailoHHOMY nenuatpy 17.07.03 r. nanueHT HanpaBiieH
JUIsL TajibHerero o0cne0BaHus U CTallMOHAapHOro JieyeHus: B O0JIacTHYIO IETCKYIO
KIUHUYECKYIo 0oapHuIly T. ['pogro. OAK, OAM ot 17.07.03 r (Tada. 1, 2).

Tabnuma 1



0AK 6.12.02r. |17.07.03r.|21.11.05r. | 12.09.07 r.
SputpoLmTh (407 | 3.53 3.8 2.4 39
FeMomoou 104.5 116 84 100
(r/n}

”jﬂ‘gﬂt" 15.3 9.2 18.9 13
ManoukoraepHee (%) 4 30 15 9
cerMedToageptele (%) 50 0 20 35
TpomGouute (40° /) 180 195 240 210

CO3 mm /Y 5 3 25 28
Tabnuia 2

OAM 6.12.02117.07.03121.11.05|12.09.07
¥AenbHbIA BEC 1018 1016 1005 1003
NedHoUMTEI 29-30 9-10 5-7 4-5
JAWUTROUMTRI 1-2 01 01 0-1
Beonou D066 0.4195 D.6EG (-245
OHcanathl AR 4 - ko
LI K4S THAIMHOBBIE 1-2 1-2 Q-1 Q-1

B OOGnacTHo# 00sibHMIIE BBICTABIIEH JUATHO3 OCTPBIA AU Py3HBINA rI1oMepyIoHeDPUT,
M30JINPOBAHHBIN MOYEBOW CUHAPOM, aHEMHUS, 33JIep>KKa TEMIIOB MOTOPHOTO Pa3BUTHSI.
C KITMHUYECKUM YIIyYIIEHUEM peOEHOK BBHITIMCAH JOMOU M0 HACTOSTHUIO MaTepu
25.07.03r.

AMOynIaTOpHO OTMEUYAETCS CTOHKOE HaTMYHe MOYEBOrO CHHAPOMA B BHJIE
NPOTEHHYPHH, JTCHKOUUTYpUH, UIUHApYpHH. [Ipu maHoBo# rocnuTanu3anuu B
O6nacTHyI0 JETCKYI0 KIMHUYECKYI0 00ipHUIlY 25.09.03 r. Maab4uK BBIITUCAH C
AMArHO30M: M30JUPOBAHHAS MPOTCUHYPHS, NH(EKIINSI MOYEBBIBOISIINX My TEH.
HuszkopociaocTs. JKeCyAaTUBHO-KaTapalbHBIA TUATE3.

05.07.04 (B nBa ro/1a) pOUTEIN OOPATHINCH K YYaCTKOBOMY MEAUATPY IO TIOBOAY
*anob peOeHka Ha 00Jib B 00J1aCTH JIEBOTO KOJIEHHOTro cycraa. [Ipu Hannuuun
PEHTTEHOTPaMMBI Ta300€APEHHBIX CyCTaBOB OPTOIEJIOM CIEIAHO 3aKII0YCHHE : KOKCHT
cneBa? Cneunduueckoro jedeHus: 00JbpHOM He moayyai, 00Jib KymupoBajiach
CaMOCTOSITEIBHO.

Hccnenys ncropuio pa3BuTus 3a001€BaHus 110 aMOYJIaTOPHOM KapTe MalKueHTa B
TEUEHHUE CIEIYIONIEro To/ia B IJIaHEe HAOJIIOACHUSI Mbl HAIILJTU €JMHCTBEHHBIN 00U
aHanu3 Moun. [ToBTOpHAst KOHCYNIbTaIUs U HAOTIOACHHUE OPTOIEIa OTCYTCTBYET.
21.11.05r. ¢ »anobamu Ha MOJUYPUIO, MOJTUTUTICHIO, OOJIBIO B HUYKHUX KOHEUHOCTSIX
MAIMEeHT MOBTOPHO FOCIUTANIN3UPOBaH B O0IACTHYIO JETCKYIO KIMHHYECKYIO
O0onpHULY T. ['poHO, Tie 0BT OcMOTpeH Ha Kadenpe neauarpuu [TMY. Jlna
nanbHeiero o0cnen0Balus peOeHOK EPEBEIEH BO 2 TOPOJCKYIO JTETCKYIO



KJIIMHUYECKYI0 00bHUILY T. MuHCKa ¢ auarno3om: [lodeunslii HecaxapHbIi quader.
[Toueunsrit TyOyIsIpHBIN arm103? Mykomnonucaxapuao3? OAK, OAM (cwm. tabou. 1, 2).
Ot KoHCyBTAlUM B T. MUHCKE POJUTENN OTKA3AIUCh, 0OOCHOBBIBASI YIYUIIICHUEM
COCTOSIHUSI MQJIbYUKA.

B cBsi3U ¢ yXy/leHueM COCTOSTHUSI 3/I0POBbsl peOCHKA, H3MEHEHUSIMH CO CTOPOHBI
OAK, OAM (tabu. 1, 2) poguTenu caMOCTOSATEIbHO 00PaTHIIMCH 33 TTIOMOIIBIO BO 2-F0
JETCKYIO KIMHUYECKYI0 TopocKyto 6omabuauily r. Muncka 11.09.07 r. ¢ nenbio
KOHCYyJIbTallMK Ha 1-oi kadeape nerckux 6onezneir BI'MY npod. Cykano A.B.

[Ipu ocMoTpe OONBHOIO COCTOSIHUE CPEIHEN TAXKECTH, TIOJ0KEHUE aKTUBHOE.
OtMmeuanuch «crenuduyeckas» 0JIeTHOCTb KOXH JIUIA, HATMYUE MHOKECTBEHHBIX
cturMm au3smopuorenesa (poro 1, 2, 3, 4):

-aHOMaJbHas (hopMa YITHBIX PAaKOBUH;

-pacIIMpEeHHOE IEPEHOCHE;

-BBICOKOE HEOO;

-BapycHas fedopmaliis MU3HMHIIA;

-TACTIJIACTUYHBINA POCT 3yOOB.

dusnyueckoe pa3BUTHE OUCHb HU3KOE, PE3KO IUCTAPMOHUYHOE.

Co cTtopoHbl 1a00paTOPHBIX MOKa3atTesnei nopeleHue aktuBHocTH 11D B 2 pasa,
METa0OIUYECKUH aln03, TIOKO3ypHsl, THIION30CTeHYpHs, mosmypus (1o 2 n/cyT),
aMMOHMIALIMAOreHE3, aMMUaK 55 MMOIb/JI.

[Ipo6a no 3umMHuLKOMY: 1uype3 nHeBHoU 790mi, HouHoi 810mi, ya. Bec 1003-1004,
CK® = 40,7mn/mun, kpeatuaun 180,2 MmxkMoub/i, MoyeBrHa 21,3 MMOJIB/J.

OT npoBeieHNsT OMOTICHM TIOYKHA MaTh B TIEPBBIN pPa3 KaTETOPUUYECKHA OTKA3aIach M 110
CEMENHBIM 00CTOSITENIbCTBAM C peOEHKOM yexajla JOMOM.

[Tpu moBTOpHOI rocimTanu3anyu 13.02.2008 r. u cTanroHapHOM 00CIIeI0BaHUN B
He(PPOJIOTUUECKOM OTJIENIEHUH 2-1 TOPOJACKOM JIETCKON KIMHUYECKON OOTBHUIIBI
NPOBEIEHHOE MOP(OTHCTOIIOTUIECKOE HCCIIeIOBaHNE OronTaTa moyeyHoi Tkanu (No
234625) /12710 OCHOBAHUE YCTaHOBUTE HeQpOoHODTH3 DAHKOHH. (puc.1, 2).
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Puc.2. B ctpome ¢pubpo3 u KpyriokieTounble HHUIBTPaThl. B Kope
MIEPUTIIOMEPYIISIPHBIN CKIEPO3 U THATTMHO3 KIIYOOUKOB.
Ha ocHOBaHMU TIIaTeIbHOM OIIEHKH aHAMHECTHYCCKUX, KITMHUYECKUX U
1a00paTOPHBIX MAPAMETPOB, MPOBEICHHON HEPPOOUOIICHH YCTAHOBJICH IHATrHO3
penkoro 3a0oseBanus — HePppoHohTr3z GaHKOHHU.
CBoeBpeMeHHasl OlIEHKa COCTOSIHUSI TTAIMEHTA, TIIAaTeJIbHOE HAaO0IeHHE 32 O0JIbHBIM
JAIOT BO3MOXHOCTh IPEAOTBPATUTh HACTYIUIEHUE TepMUHalIbHOU ctaguu XIIH B
JIETCKOM BO3pacTe.
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