TMNEPAKTUBHbIN
MOYEBOM NY3blPb
n CEKCYAJIbHAH
OVNCOYHKLUNA

7
cevb L 54 4

XapaKTepucTUKMU
runepakTUBHOro
MoueBoro nysbipsi
(rAMn)

/ YPreHTHOCTb

HOKTYPUS C HeflepsKaHeM
Moun unu 6es

OTCYTCTBME A0Ka3aHHOM
MHEKLMU UNU gpyron
MaTosiorMm MoYeBbIX MyTen

YXeHckasa
ceKcyarnbHas
AUChYHKLUS:

FAMI1 BegeT K cyLlecTBEHHOMY
YXYOLIEHUIO MOMOBOM XXU3HU
BM/IOTb [0 MOMIHOrO OTKa3a

Yy naumneHTok ¢ FAMI1 - 47%

PACrpPOCTPAHEHHOCTb
B 06LUest nonynaumm

. [MoKa3aHo, 4TO M-XOIMHOUTUKM ABASIOTCS
BA30AKTUBHbLIMU JIEKAPCTBEHHBIMU CPEACTBAMU U MPU
AANTESIbHOM HA3HAYEeHUU JO/DKHbI 6bITb JOMOTHEHbI
anbpa-agpeHo610KaTopaMu 471 BOCCTAHOBAEHUS
PYHKLMNOHAIbHOIO COCTOSHUS HUMKHUX MOYEBbIX MyTeH
U KOPPEKLMUN PACCTPOMCTB MOYEUCTYCKAHUS Y XEHLUNH

PE3YJIbTAT NMPUEMA M-XOJIUHONMUTUKA
TPOCNUYG XNNOPUOA (CNA3MEKC) Y XXEHLIUH
C FAMIN NOCJE 2-X MECALUEB TEPAMUU

yBenuueHue oGbema
MOYEBOro My3bIpsa

CTaTUCTUYECKK 3HAUYUMOE
YRyULIEHUE MEXTUYHOCTHOrO

+ B3aKMOAENCTBUS,
br3nUECKOM aKTUBHOCTH,
COLManbHOM akTUBHOCTH,
ceKcyanbHoM GyHKUMK

CHWKeHue
MMNepaTUBHbIX
Mo3blBOB

CHDKEHWe
yumcna MUKLUUA

NMPOCNEKTUBHOE OTKPbITOE
OBYXLUEHTPOBOE CPABHUTEJIbHOE
HEWHTEPBEHLMWOHHOE UCCNIEOOBAHMUE

/ 47 NauMEeHTOK B MepUMEHoMNay3e
(cpemHuM Bo3pacT 54,6+3,5 net),
CTpafatoLLme NNIErKon U cpegHen
creneHmn Tsxectn FAMI
W CeKCyarlbHbIMU HapyLLEHUSMW

Own3ainH paboTbl

MeHTanbHO CoXpaHHbI

MNonyyanu Tpocnua xnopug, 15 Mr
2 pa3sa B geHb 3 Mecqaua

MMenu koMopbuaHbin npodunb

MpuHMManu B cpeaHeMm 4,7+/-2,3
Kakux-nmbo npenapaTos

PesynbTaT TPEXMecauHoM papmakoTepanunm

YMeHblueHUue 6annoe

no wkane OABSS (wkKana
OLeHKU CUMIMTOMOB
runepakTUBHOro MO4YeBOro
nysbips) BaBoe

CTaTUCTUYECKHU
3HaYUMoe CHUXKEeHUe

YacToOTbl AHEBHbIX
MOYeucnycKaHum

YacCTOTbl HOYHbIX

s am s Ll CTaTUCTUYECKoOe ynyullueHue

NoJsIoBOW YXU3HU COrNlacHO
pesynbTaTaM UHAEKca
YXEeHCKOMW ceKcyasibHOM
AuchyHKUUU

YPreHTHbIX
OHEBHbIX NO3bIBOB

anun3onos
Hegep)XXaHuna Mo4m

KonunyecTtBa
OCTaTO4YHOM MOYUn

He oTMeueHO HeraTMBHOro
BNIMSIHUS HA KOTHUTUBHbIE
cnoco6HocTU

KYPC TPOCNUSA XJTOPUJA (CMA3MEKC)
CTATUCTUYECKUN 3HAYUMO YNIYYLIAT MAPAMETPbI
MOYEUCNYCKAHUA U CEKCYAJIbHYIO ®YHKLUIO
MALMEHTOK, HE OKA3bIBAA BJIUAHUA
HA KOTHUTUBHbBIE CMOCOBHOCTU
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ABNASTCA MONTOXKUTENbHO
3apSKEHHbBIM COeANHEHNEM
4eTBEPTUYHOIO aMMOHMS,
4TO He Mo3BonseT
eMy NpoHuKaTb Yepes 36

-

He MeTabonusumpyeTcs
cucTteMom LuuToxpoma P450,
YTO CYLLIECTBEHHO CHMXKaeT
BO3MOXHOCTb NTEKaPCTBEHHOIO
B3anMofencTena

MexxayHapogHblie U
poccUiicKne peKoMeHaaumMm
C YPOBHEM y6eauUTeNIbHOCTU
pekoMeHgauum A

(YPOBEHb AOCTOBEPHOCTI

AokKasaTtenbcTs )
PeKOMeHAYIOT Ha3HavaTb
Tpocnus xsiopua 605bHbIM
FAMI, oco6eHHo npw [1-3]:

Cna3sMeKC — e[INHCTBEHHbIN YEeTBEPTUYHDIN

aMUH cpefivt M-XONMHONUTUKOB,

no 3beKTUBHOCTU U 6e3omnacHoOCTU

OH CYLLIECTBEHHO MPeBOCXOAUT
BCe Apyrne M-xonmnHONMUTUKN.

CnasMeKc — npenapart nepsoro BbiGopa

019 NaUNEHTOB C HeMPOreHHbIMU

paccTpocTBaMn MOYeUCnyCcKaHMsa

W MOXMUJIbIX MaLUEeHTOB C PUCKOM

e

" BBIBOAMTCS B HEU3MEHHOM BULe
C MOYOW B Ka4ecTBe aKTUBHOIO
VICXO[HOTO COEAMHEHMS,
o6ecneunBas 4OMOMHUTENbHYIO
MECTHYIO aKTUBHOCTb NSt
[OCTUXKEHUS GbICTPOro
W NPOIOHrMpoBaHHoro abdekTa

/
MMeeT LWMPOKUIA AnuanasoH
TepaneBTUYecKux o3 oT 15 o 60 mMr
B CYTKM, YTO Mo3sonseT
OMNTUMAaIbHYHO [O3UPOBKY
ONA Ka)kgoro naumenTa [1-3]

Hanu4mm KOrHUTUBHbBIX
HapyLleHUn

Mpu NpreMe NpenapaTos
C KOHKYPVPYIOLLIMM
MeTa6oNM3MoM C y4HacTmemM
umToxpoma P450

Poccuincknmmn ramananHamm
CriasMeKc peKOMeHaoBaH
Ang Tepanumn FAMMN

LNEMEHLMNM, €INHCTBEHHbIN M-XONMHONMUTUK,
PEKOMEH/I0BaHHbI MPY NaToreHeTUYECKoM
Tepanuu Ty6epKyresa Mo4eBoro nysbips [1-5].

B3pOCINbIM U AETSM
cTapuwe 14 ner, B gose
oT15 80 60 Mr B CYyTKMW.

CMA3MEKC — MPEMAPAT BbIEOPA [1/161 IEYEHUS TMNEPAKTUBHOTO MOYEBOTO Ny3blPA [1-5]

MoproTosnexo no EB.
ocHosa Gnarononyuna» Ha noprane CON- MEDRU m(, d.

71 MOUEBOA My3bips —
htmi

[P. Kacaw, I0.A. Kynpusitos, J1.A. Xoneipesa, A.A. [lynapesa. MeTouueckve pekomenaaunm Ne 13,

CMHAPOM rMINEPaKTUEHOrO MOUEBOTO My3bIPS B KMHUUECKOH NPAKTHKe Bpaya-yponora, Mocksa 2019,

KiuHmueckme pekomeHnaLum Hepepianue Mouw, 2020,

KAMHmUeckite peKoMEHRaLMM HenepHaHNe Mou y MALMEHTOB MOKMIIONO 1 CTBPUECKOTO B03pacTa, 2020.
Heiip HIKHIX nyTein. 2020

110 AMBrHOCTUKE W NEUEHMIO YPOTeHNTaNbHOTO Ty6epkyresa. 2015

PN




