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BBenenue

CnunanbHas wblmiedynas arpopus (CMA) - Tsxenoe HHBAIMAU3YPYIOLIEE
3a0o0JieBaHuE, MPUBOJIAIICE K CMEPTH B Cllydae 1e0r0Ta Ha TIepBOM oy Ku3HHu. [1,2,3]
OnacemHorex abemnapBoBek ("3osnreHcMa’) - epBbId B MUpE Ipenapar Jjisi TeHHOU
Tepanuu, 3apeructpupoBaHHeii B CIHA wu crtpanax EBpocoro3a s
ATHONATOTCHHETUYECKON Teparuy CIUHAILHON MBIIIICYHOU aTpodum. [5,6]

Heab ucciienoBaHusi — OIEHKA NMEPEHOCUMOCTH mpenapata OHaceMHOTeHa
a0bemapBOBEK B OJMDKAWIIEeM TMEpUOAC TOCIIC BBEICHUSA Yy JETCH CO CHUHAIBHOU
MBIIIEYHOH aTporeH.

MarepuaJjbl 1 METOABI UCCIAETOBAHUS

OnucarenbHOE HCCIEAOBAaHUE TMATH MAIMEHTOB CO CIMHAJIBHOW MBIIICYHON
atpodueit 5q, momyuuBmux wuHOY3U0 npenapata OHacEeMHOTEeH aOemapBOBEK B
nekabpe 2020 roga Ha 6aze I'AY3 CO «OIKb». Cpenu narmeHToB ObLIH 4 IEBOYKH
u 1 manpunk. YerBepo umenu 2 tun CMA, y onHoro Owu1 niepBbiit Tunn CMA. JleGrot
3a0oeBaHusl BO3HUK B Bo3pacte oT 6 g0 10 mecsaueB (menuana 7 MecsIileB),
BepudUKaIuUs AUarHo3a cocTosuiach B Bo3zpacte oT 7 no 18 mecsien (menuana 10
MecsieB). Bo3pact Ha MoMeHT Tepanuu coctaBuil oT § 110 23 mecsneB (meanana 15
MECSIIIEB).

JIBurarenbHble HAaBBIKM y BCEX YUYACTHUKOB JI0 TE€paNUM ObUIA OLICHEHBI IO
mkayne oueHku apuratenbHoil (yHkiuu Chop-Intend (Children’s hospital of
Philadelphia infant test of neuromuscular disorders) [4], moka3arenb KOTOpOii
coctaBuia oT 10 10 43 GamnoB (Meauana 34 Gania).

Ilepen BBenennem OHaceMHOreHa aOemapBOBEKa BCEM JIETSAM IPOBENIECHBI
KIIMHUYECKUE aHaJIU3bl MOYM U KPOBHU, OMOXMMHUYECKHI aHAIU3 KPOBU C OLIEHKOM
AKTUBHOCTU TIEYEHOUHBIX (PEPMEHTOB, JJIEKTpoKapAuorpamma. 3a 24 wyaca 10
BBEJICHHMSI MperapaTa BCe MaMeHThl MOJyYHId TPEIHU30JI0H B IO3UPOBKE 1 MI/KT per
os. JlosupoBka OnacemHoreHa abemapBOoBeKa OblJla paccudTaHa Ha Maccy Tena
nanuenTta. llocne wH(Y3uuM nOpoAoHKeHa Tepanusi MPETHU30JOHOM B TIPEKHEN
JIO3UPOBKE 0 HOPMAaJM3allMM KIMHUYECKHX ¢ J1a0OpaTOpHBIX IOKa3aTeseH.
JlabGopaTopHBIiI KOHTPOJb OCYIIECTBIISICS HE peke 1 pa3a B HENENI0 M BKIHOYAI
MOACYET KOJIMYECTBA TPOMOOIIUTOB, HEUTPODUIIOB, MOHOIIUTOB, JIMMGpo1uToB, AJIT,
ACT u tpononuna I. Cratuctuueckass oOpaOOTKa BBINONHSIACHE B MPOrpaMMe
Microsoft Exel.

Pe3yabTaThl HCC/IeIOBAHKMS M UX 00CYKIeHHE

VY Becex aereit co CMA, nonyunBmux OHaceMHOTeH a0enapBOBEK, OTMEYAINCH
HexenarenbHble sBiaeHus. Ha 3 cytku mocne undpy3un y 4 nereil orMevanoch
TIOBBILICHUE TEMIIEPATYphl Tena A0 38 rpaaycoB, y 3 AeTeil oTMevanach pBOTa, y 2
neTeld OTMEUYalloCh CHW)KEHUE ammeTuTa. 2 TMallieHTa HMENIM COYEeTaHHWe BCeX
BBIIIIEYKA3aHHBIX CUMITOMOB. CHMIOTOMBI KyNUPOBAJIUCh CAMOCTOSITEIBHO WM
MEJIUKAMEHTO3HO B T€UEHUE 2 THEM.

Ha mepBom naGopaTopHOM KOHTpoJie 4yepe3 7 JHEH y BCeX Yy4YaCTHHUKOB
OTMEYaJIUCh N3MEHEHHUS B KIIMHUYECKOM H OMOXMMUYECKOM aHAJIN3€ KPOBH: y 3 neTei
oTMeuanack TpomboruTonenus or 29*10%n go 113*10%n (mexuana 97*10%n), y 4 -
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Heifrponenus ot 1,06%10%n mo 1,36*%10%n (meamana 1,22*10%n), y 1 nanuenra -
MoHouuTo3 (17,4%). Y Bcex AeTeit Hapociia akTUBHOCTh IEYEHOYHBIX ()EPMEHTOB: Y 2
MalUEeHTOB 0TMeuajiochk noBeieHue Tojabko ACT (83 En/n, 102 En/n), y 3 manueHTOB
—u AJIT u ACT (menuana AJIT 70 En/n, mequana ACT 153 En/n). Tpononun I y Bcex
7eTeit ObUT B Mpejenax HOPMBbI.

Ha mocneayromux KOHTPOJIIX OTMEYaNoCh OBICTPOE BOCCTAHOBJIEHUE YPOBHS
tpoMmboruToB. C 4 Hemenu Tocie BBEICHUS IMpernapara y BCEX JETeH OTMEYaInCh
HOpPMAaJIbHBIE OKa3aTenu TpoMbonuTos (Meauana 221*10%m). (cum. puc.1.)

3a mepuoa HaOMIOACHUS Yy TAIMEHTOB OTMEYAINCh HEUTPOTICHUS JIETKOW M
CpeIHEel CTeNeH! TSHXKECTH M MOHOLIMTO3. Y 3 eTel Obuta JOCTUTHYTa HOpMaTu3alus
ypoBHs Heitrpoduiaos ko 2 (2,8%10%n), 6 (2,3*¥10%m) u 9 (1,53*10%n) menensam
KOHTPOJISI COOTBETCTBEHHO, y 2 MAIMEHTOB HOPMaIH3aIlis MoKa3aTeseii HeUTpo(rioB
He ObljIa JOCTUTHYTA, Y OJHOTO U3 ATUX MAIIMEHTOB ObUIA IOCTUTHYTa HOpMaJIU3aIus
Heitrpoduios k 3 Henene (2,3*10%1), Ho Ha 7 Hezlene BHOBB OSABUIACH HEHTPOIICHHS.
Hopwmanuzanus nokazareneit MOHOIIMUTOB ObljIa IOCTUTHYTA Y 4 MallMeHTOB B CPEIHEM
K 5 Hejene, ToNbKO y 1 peOeHka HOpMallM3alisi MOHOIIMTOB He Oblia JOCTUTHYTA.
HecmoTpss Ha Takue moka3zarend WHQPEKIMOHHBIX OCJIOXXHEHUW 3a TMepuoj
HaOIIOACHUS Y HUX HE OTMEUasoCh.

HaubGonee 3HaUMMBbIM M JJIUTENBHBIM JIA0OPATOPHBIM OTKJIOHEHUEM OBbLI
YpOBEHb AaKTHUBHOCTM TpaHCaAMHHA3, OTPaXaloMUi TEYEHUE JIEKapCTBEHHOTO
renatuta. Hanbosiee BbICOKHE MOKa3aTeIM OTMEYAINCh Yy 2 fneTeld Ha 4 Hejene moce
uHpy3un. Y ogHoro pedenka ypoBHu AJIT u ACT 6vutn 474 En/n m 542 En/n
COOTBETCTBEHHO, Yy BTOporo pedbenka — 747,1 En/n u 1087,3 En/n cooTBETCTBEHHO,
MOTpeOOBaBIIME AJEBALMKM 103kl TpeAHu30J0Ha (cM. puc.2.). Y 3 nereir mocie
MEPBOHAYAJILHOTO CHIKCHUSI AaKTUBHOCTH (DEPMEHTOB OBLIM CHAEIAaHbl TOMBITKU
OTMEHBI TIPEIHU30JIOHA TI0 YETBEPTH J103bl B HEJENIO, HO Ha 2-3-ei HeJeie OTMEHBI
MPOMCXOJWI 3HauuTeIbHbIM pocT mnokazareneit AJIT, ACT, urto 3acTaBisuio
BO3BpAIIATHCSI HA HMCXOJHYIO JTO3UPOBKY TpemHu3oyioHa B 1 mr/kr/cyt. K koHIry
HaOmroieHus NByM aeTsaMm Ilpeaan3onon Obl1 oTMEHEH depe3 2 mecsna 19 queit u 2
Mecsiia 22 THS TOPMOHAJIBHOM Tepauu COOTBETCTBEHHO.

VY 2 nereit oTMeuancs 3Ha4YUTENbHbBIN MOIbeM YpOBHS TpornonuHa [ 1o 19 u 26
HIr/n cooTBeTcTBeHHO (HopMa <10 wur/m). Ilpu mnposenenun OKIT u 3XO-KI
UIIEMUYECKUX M3MEHEHUN cepJilla HE BbISIBJICHO, [MOBBIIICHUS JO3UPOBKU
[Ipeanun3onoHa He TOTPEOOBAIIOCH.
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1. HexenaTtenbHble KIMHUYECKHUE SBJICHHUS B BUAE PBOTHI M (PEOPUIIBLHOM
JUXOpaAKd ObUIM OTMEYEHBl y BCEX JETE, UMEIU CPEAHIO CTENEHb TIKECTH
MPOSIBIICHUI U MPOJIOKAIIMCH HE 0oJiee 2 CyTOK.

2. Y Bcex AeTeil oTMeHalnuch HEUTPONEHUsl, MOHOLIMTO3, TUepPpepMeHTEMUs,
KOTOPBIE€ HE COMPOBOXKAATUCH KIIMHUYECKON CUMITTOMATHUKOM.
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