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J€3UHTOKCUKAIIMOHHYIO TEpanuio, aHTHOMOTUKOTEPANUIO0; MPUMEHSIOT BUTAMUHbI
rpynmnsl C u B.

[IpodunakTuka: CBOEBPEMEHHOE BBISBICHHE JHII-HOCUTEIECH 30J0THUCTOTO
cTaUIOKOKKA Cpe/ld MeIPpaOOTHUKOB POAMIBHBIX JOMOB M poxkeHUI. C 3TOH 1EIbI0
IPOBOJAT MeAOCMOTphL. [lanaTel B poagoMax cienyeT KBapleBaThb U MPOBOJIUTH B
HUX PETyJSIpHYIO BiaxHyro yOopky. Ilocie BbIHCKHM W3 pojjoMa coOJ0AaTh

TUTUCHUYECKUM PCKUM.

Iueosap A.B.

JIMATHOCTHUKA U JJEYEHUE CUHJPOMA AJIbCTPEMA

Penkue reHeTnueckue 3a00J€BaHUs CIIOXKHBI B JUAarHOCTUKE, TaK Kak
OOJIBIIMHCTBO W3 HUX BEJET K MOJMOPraHHOW JUCPYHKIHMU U MACKUPYETCS TOJ
JPYrUe COMAaTUYECKHE M HACIEJCTBEHHbIE 3a00seBanus. HekoTopeie U3 HUX MOXKHO
YCTAaHOBUTH TOJIBKO TIOCNIC TINATEIBHOTO W3YYEHHUS POJIOCIOBHONW OOJIBHOTO H
KapTHUPOBAHUSI €r0 COOCTBEHHOTO TeHoMma. [loaTomy cieayer yaemsiTh 10CTaTOYHOE
BHUMAaHUE U3YUYEHHIO PEJIKUX CHUHJIPOMOB, BEJb 3TO OMOXKET MPABUILHO HANPABUTH
KypcC JICUCHUS MalKeHTA.

Cunmpom Anctpéma — peakoe TreHeTHYecKoe 3a0oJeBaHue, BBI3BAHHOE
mytauueit B rene ALMS1 . OH sBisieTcsl OJJHUM M3 CaMbIX PEIKUX N€HETHYECKUX
HApYLICHUN B MHUpPE, TaK KaK B HACTOSIIECE BPEMS 3apEreCTPUPOBAHO TOIBKO 266
CIIy4aeB B MEUIIMHCKOW JuTepaType v okoJio S01 u3BecTHbIX ciiyyaeB B 47 cTpaHax.

Cunapom  Anbctpéma (CA) wumeeT  ayTOCOMHO-PEIIECCUBHBIM  THI
HACJIEIOBAHUSI, XapaKTepusyeTrcs IMOJMOPraHHOM aucPyHkiued. XapakTepHa
3HAUWTENbHAS BapUa0EIbHOCTh KIMHUYECKON KapTUHBI NaKe CpeAr CHOJIWHTOB.

I[CTI/I IIpH POKACHNH UMCIOT HOPMAJIbHYIO MACCy TCJId, HO Ha MPOTAXKCHUU l-ro roga
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KU3HU pa3BUBaeTCa oxupeHue. Muaexc mMaccel Tena — Oousbie 95 nentwien. {ns
JeTeil ¢ cuHIpoMoM AJIbCTpéMa XapakTepeH OBICTPBIN TEMM pocTa A0 MyOepTaTHOTO
IepyuoZia M ONEpEeXEeHWe KOCTHOTO Bo3pacta. PaHHee 3akpeiTME 30H pocTa
0OyCJIOBIIMBAeT HM3KUM KOHEYHbIH pocT (< 5 mepueHTwis) y 85 % mMalueHToB.
dopMupyeTcs CKOJINO03 WU KU(o3.

[IpakTdyecku ¢ TIEPBBIX MECALIEB JKU3HM  HAOJIOAAIOTCS  HUCTArm,
dboTonuchopusi, peTUHUT, CHIKEHHE IEHTPAIBLHOTO U MEepUPEPUUECKOTO 3PEHUS.
[IpuMeHeHne 3IIEKTPOPETHHOrPAPUU TO3BOJIAET OOHAPYKUTHh MPOTrPECCUPYIOILEE
yXyJllieHne (PyHKIUM Tajgouek M Kojaoouek. Takike NUarHOCTUPYETCS MUTMEHTHas
JereHepanus ceT4yaTku. BO3MOXKHO pa3BUTHME IIOJHOW CIENOTHI YK€ B JIETCKOM
BO3pPACTE, YMCTBEHHOE Pa3BUTHE HE cTpajaer. HellpoceHcopHas IiyxoTa B IEPBOM
necstunetTun y 70 % OONBHBIX MPOrpPECCUPYET OT yMEpeHHoM 1o Tshkenoit (40—70
nb). JlunsgranyoHHas KapAWOMHONAaTHsS C MaHUdecTalie B JIETCKOM WM
MOAPOCTKOBOM Tepuojie HabmogaeTcsa 6osee uem y 60 % cimydaeB. Ha HexkoTOpbhIx
ATarnax >KU3HU OPUBOJUT K BOSHUKHOBEHHUIO CEPJCYHON HEIOCTATOYHOCTH U CMEPTH.
Takxe XapaKTEpHBIM MPOSBICHUEM SIBJISIETCS TUIIOTOHAIOTPOMHBIN TUIIOTOHAIU3M,
TUPCYTU3M Y JI€BOYEK, TMOJMKUCTO3 SUYHUKOB, B OoJjiee TO3AHEM BO3pacTe
sHAoMeTpro3. HapykHbie mosnoBble opranbl chopmMupoBanHbl npaBuibHO. Ho Bce
MaIMEHTHI ¢ CHHAPOMOM AJIbcTpéMa HeepPTUITBHBI.

Juaranoctuueckue kputepuu (Marshall JD)

HoBopoxennslii — 2 roga:

OcHoBHble kpuTepuu: 1) myrtanmus B 1 amrene ALMSI1 w/umu cunapom
AnbscTpéma B ceMeiHOM aHaMHe3€: 2) aTOJIOTUU 3peHUs (HUCTarM , CBETOOOSI3Hb).

JononnutensHsle  kputepuu: 1)  Oxupenwe; 2)  auiaTalMoOHHAas
KapAUOMHUOIIATHUS C 3aCTOMHOU CEPACYHOM HEIOCTATOYHOCTHIO.

Bo3moskHbIE 100aBOYHBIE TPOSBICHUS: TIEPUOIUIECKHIE JIETOYHBbIC WH(DEKITNH,

3aJICPKKa B IICUX0O-MOTOPHOM pPa3BUTHUH.

3-14 ner:
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OcHoBuble kputepuu: 1) myrtamus B 1 amrene ALMSI w/mwnmmu cunapom
AnbcTpéMa B ceMeHOM aHaMmHe3e: 2) MaToJOTUU 3peHHs (HUCTarM , CBETOOOS3Hb,
CHW)KEHHUE OCTPOTHI 3pEHU).

JononnutenbHble Kputepuu: 1) OkupeHue uW/Uiu Ppe3UCTEHTHOCTh K
MHCYJIMHY W/WIIM caxapHbI auaber 2 Tuna; 2) JuiaTallMOHHAsl KapJuOMHOIATHS C
3aCTOMHON cepJieyHON HENOCTaTOYHOCThIO B aHaMHe3e; 3) moTepu ciyxa; 4)
OUCQYHKIMS TMEYeHH; S5) MoyeuHas HeIOCTaTOYHOCTh; 0) Omepex eHHe KOCTHOIO
BO3pacTa.

15 et — B3pocbIi:

OcHoBHble KpuTepuu: 1) myramus B 1 amnene ALMSI1 w/unum cunimpom
AnbcTpéMa B ceMEHHOM aHamHe3e: 2) MaTOJIOTUW 3peHHsl (Haauyue HUcTarma B
MJIa/IeHYEeCTBE/IETCTBE, CIENOTAa, AUCTPOPUS MaJoUeK U KOJIOOUEK CETYATKH).

JononuurensHble kputepuu: 1) OXUpeHue W/MIUM PEe3UCTEHTHOCTh K
WHCYJIMHY W/WIM CaXapHbIi auadeT 2 Tumna; 2) aujaTaldoHHas KapAXOMHUONATHS C
3aCTOMHON CepACYHOM HEIOCTATOYHOCThIO B aHaMHe3e; 3) moTepu ciyxa; 4)
IuchYHKIMS IEYeHH; 5) oueyHasi HeIOCTaTOYHOCTh; 6) HU3KUI POCT; 7) MyKUUHBI:
TUIIOTOHAN3M, JKEHIIUHbBI: HEPETYJISIPHbIE MEHCTPYaLluU W/WIIH THUIIEPaHAPOT€HU3M.

Jlpyrue nposiBIeHUs: IEPUOJUUECKHE JerouHble HHPEKINHU, 3a7epikKKa IICUXO-
MOTOPHOTO pa3BUTHUSl B JIETCTBE, TUIEPIUMUAEMHUS, CKOJIUO3, IJIOCKHE IIMPOKUE
CTOIIbI, TUMOTUPEO3, TUMEPTOHUS, PEUUIUBUPYIOUINE HH(DEKIUN MOYEBBIBOISMIINX
nyTeu, 1euImUT ropMoHa pocTa, aloNeus.

JuddepeHunanbHblil AMarHo3 npoBoAsT ¢ cuHapoMoM bapne-bunns. ['maBHoe
oTnuuue — B Je0roTe 3aboneBanus. CUHAPOM AJbCTpEMa HadMHAETCS B BO3PACTE
OKOJI0 2-X JIeT, a cuHAapoMm bapae-bumiis — okono 8-nerHero Bo3pacra. Ho Takxke ectb
¥ uHble OoTiIMyMs. Taxke MPOBOAIT AU(PAUATHOCTUKY C BPOIKEHHBIM aMaBpO30M
Jlebepa (LCA), panHeidl awiaTallMOHHOM KapAMOMHOIIATHEH, HACJICACTBEHHBIMHU

MUTOXOHAPHUAIIbHBIMHU OO0JIC3HAMMU.
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Jleuenne. Cneuuduueckoe Je4eHHEe HE pPa3padOTaHO U B OCHOBHOM
NpeACTaBIeHO  cuUMmOToMarudeckod — tepamueil. Ilpu  dortommchopun  —
WCIIONIb30BaHUE IIBETHBIX JIMH3, NpPHU OXHUPEHHHM — JiedeOHOE TMHTaHUE TI0
OOIICTIPUHATBIM ~ METOJIMKaM,  peryisipHble  (U3MYEeCKUe  Harpy3kd, Ipu
HEMPOCEHCOPHON TJIyXOTe€ — XHpyprudeckas KOPpEKIHs Yy TMAalHueHTOB C

AKCCYAATUBHBIM OTHUTOM, LHM(POBBIE CIYyXOBbIE almapaThl, NMpU IUISATAIUOHHOU

KapauoMuonatuu — WHrHOuTopsl AlID, ModeroHHble, MpU PA3BUTHUU CEPJCUHOU
HEJJOCTATOYHOCTH — CEpACYHbIE TJIMKO3UAbL, AAPEHOOJIIOKATOPBI, NPH CAXapHOM
nuabeTe — JIEYEHHWE C MOMOILIBI0 MEPOPAIBHBIX CAXapOCHIKAIOIMIMX CPEACTB II0
IPUHATON CXeMe, NpPHU TUNEPTPUINIMLEPUIAEMUN — BBICOKME JI03bl CTaTHHOB,

HUKOTHHOBAS KUCJIOTA, ¥ IpyTasi CAMIITOMAaTHYECKasl TepaIusl.
B Hamell cTpaHe ciy4aum MNalMeHTOB C CHUHAPOMOM AJbcTpéMa He ObUIH
omucaHbl. Sl cunMTar, 3TO CBSI3aHO C MPOOJIEMON BBHISBICHUS U JIUATHOCTHKU 3TOTO
3a0oneBanus. OdYeHb BaXXHO CBOEBPEMEHHO W TIPABWIBHO JUAarHOCTHPOBATH
3a0oseBaHue, YTOOBI N30€KATh TSHKEIBIX MOCIEACTBUN CO CTOPOHBI MHOTHMX OPTaHOB
Y CHCTEM, U KaK MOYKHO PaHbIIIC Ha3HAYUTh TEPAIHIO, C IIEIBbI0 YIYUIICHHUS KauyecTBa

KHW3HH ITalMCHTA.

Cmosanoea 10./]., Tumapenxo B.B.

OIITUKOMMEJIUT AEBUKA

JemuenuHu3upyomnpe 3ab01eBaHus IIEHTPAIBHON HEPBHOW CHCTEMBI
(IHC) sBasitoTcs BTOPOM MO YacTOTE€ MPUYMHON WMHBAJIMIHOCTH Y JIUI[ MOJIOAOIO
BO3pacTa cpeaM  HeBposiorndeckux — 3aboneBaHuil.  [lockosnbKy — cTpanmaer
TPYJAOCTIOCOOHOE HACeNeHUe, IEMUEIMHU3UPYIONINEe 3a00JeBaHUSl SABISAIOTCS HE
TOJIBKO MEAMIMHCKON, HO U COLUATIbHO-9KOHOMUYECKOM Mpo0IeMOil BO BCEM MHUPE.
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