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O ®EPMEHTHOW 3AMECTUTEJIbHOW TEPATNUU

Kak uenosek, y komopoz2o OuascHocmuposaHa 6onesHb [lomne, Bebl
Xxomume Kak MOXHO Jlydwe [1OHSIMb, Kakoe sieyeHue Bbi moxeme
nonyyums.  ®epmeHmHass 3amecmumernibHasi mepanusi  (®3T)
npedcmasnsem cobol  pe3ynbmam  MHO2UX Jlem  Hay4HbIX
uccnedosaHuli u paspabomok. MHozue MeduyuHckue pabomHUKU,
Hay4Hble crieyuanucmal U nayueHmsl (mymem y4acmusi 8 KIUHUYECKUX
uccrie0o8aHuUsix) 80 8CEM MUpe 8HEC/U 8Knad 8 paspabomky amux
npenapamos. B daHHOU bpouwitope coOepxumcsi UHGghopMauusi O Mom,
Ymo makoe hepMeHmHasi 3amecmumeribHasi meparusi U Kak oHa
delicmeyem 8 opaaHuU3Me Yesio8eka.

Bonpoc: YTto Takoe (hepMeHTHas 3amecTUTerNbHasa Tepanua?
OTtBeT: ®epMeHTHas 3amMecTUTeNbHas Tepanus — 3TO fieYeHne, KOTOPoe 3aMeHSIET OTCYTCTBYOLLMIA
hepMeHT 1n1 BOCMONHAET HeJocTaTok doepmeHTa.

B cnyyae 6onesHun omne oTmevyaeTcsa HeQOCTATOK MMM OTCYTCTBME OAHOrO M3 NM30COMarbHbIX
dhepMeHTOB, HasblBaeMoro Kucriom anbda-rnoko3ugason, nnn GAA. B pesynbtate B nmusocomax
KneTtok HakannusaeTtca rnunkoreH. O6blMHO 3TO HabMAaeTcss B MbILLEYHOW TKaHW OpraHu3ma,
HanpuMep, B CEpAeYHOW, OblXaTenbHOW, CKENETHOM W rnagkonm Myckynatype (Mblwuax, KoTopble
HaxoOATCA B KPOBEHOCHbLIX COCYAax, MOYEBOM My3bipe U XeNnygoYHO-KALLEYHOM TpaKTe).

Mpn ®3T naumeHT c GonesHbto [Momne nonyyaeT HeobxoouMoOe KONMUYECTBO HEeLOCTaloLEero
depmeHTa GAA, MCNOMnb3ys rEHETUYECKM CKOHCTPYMPOBaHHYK Gopmy depmeHTa. depmeHTHas
Tepanusi NPOBOAUTCSA BHYTPMBEHHO (B KPOBOTOK). PEepMEHT nepemeLLaeTcs B MbillLbl U pacliennseT
FMIMKOrEeH, KOTOPbIN NPX HAKOMSEHUN B KINETKax Bbi3blBAET NOBPEXAEHME.

depMeHTHas 3amMecTUTenbHas Tepanusi— 3TO MOXM3HEHHOE NeYeHue, KOoTopoe MpPoBOAMUTCS C
perynsipHeiMu MHTepBanamu (Hanpumep, ABa pasa B Mmecsy). O6uas gosa ocHoBaHa Ha Bece
naumeHTa.

®3T Tarke 4OCTYNHa NPU HEKOTOPbIX OPYTMNX FIM30COMHbIX BONE3HSIX HAaKOMMEeHNs!, Taknx Kak 6onesHb
Mowe, 6onesHb Pabpu 1 mykononucaxapmaos (I, Il n VI Tunos).

Bonpoc: Kak aencrByeTt hepmMeHTHas 3amecTutenbHas Tepanma?

OTBeT: ®epmeHTHasaA 3amecTuTenbHaa Tepanust obecrnedvBaeT HegocTawwmn gepmeHT. [Nocne
WHY3MM NauueHTy OHa MPOXOAMT MO KPOBOTOKY, MepecekaeT CTEHKY KPOBEHOCHbLIX COCydOB W
nonagaeT B 06nacTb opraHM3mMa, Ha3bIBaeMYyH MEXKIETOYHbIM NPOCTPaHCTBOM.

KoHeuHbIM MecToM HasHaueHus O3T senseTcs BuaumMasi TofbKo Mo MUKPOCKOMOM YacTb opraHm3ma
(cybopraHennbl) MbIWEYHbIX KNEeTOK, HasbiBaemble nusocomamu. JIM30CoMbl — 3TO TO MECTO, rae
Hakannueaetcs rnukoreH. Korga ®3T pocturaetr nu3ocombl, oHa GepeT Ha cebs dyHKUMIO
OTCYTCTBYIOLLIErO MNpUpodHOro depMeHTa anbda-rnoko3ngassl. To eCcTb OHa pacliennset
HaKOMMEHHbIV rMUKOreH Ha rfKo3y.
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O ®EPMEHTHOW 3AMECTUTEJIbHOWU TEPAINUU

Bonpoc: [Insa 4yero ucnonb3ayetca epMeHTHasi 3aMecTUTenbHas Tepanusa?

OtBet: Ecnn y Bac 6onesHb NMomne, To B Bawem opraHnsame umeetca aeduumnT depmeHTa nog
Ha3BaHWeM anbga-rnoKosmaasa. IToT PEPMEHT B HOPMAIbHbIX YCNOBUAX paclliennseT rnMKoreH
(yrneBopg) Ha rntoko3y. Ecnm aToT hepMeHT OTCyTCTBYET, MMNKOreH HakannmBaeTcs B onpeaeneHHbIX
TKaHsIX, 0COBEeHHO B cepaue (4awe BCTpeyaeTca y MIafeHUeB) U MbIWeYHOM TKaHu (BKNo4vas
anadparmMy, OCHOBHYIO OblXaTerbHY MbILLY, HAXOAALLYOCA MOA SNerkuMu, a TakkKe CKeneTHble
MbIWwLbl). MMocTeneHHOe HakonfeHue rMUKOoreHa Bbi3blBaeT Uenbii psa Npu3HakoB M CUMMNTOMOB,
BKITlOYasi yBeNUYEeHne pasmMepoB cepaua, 3aTpyaHeHMe AbIXaHWs Y MbILLEYHY0 cnabocTb. ATO MOXeT
NPMBECTN K TSKENOW WHBaANMOHOCTUM W [daxe npexaeBpeMeHHoW cmepTun. depmeHTHas
3aMecTuTernbHasa Tepanus 3aMeHsaeT OTCYTCTBYIOLLMIA (DEPMEHT UNKU BOCMNOSTHAET ero HeJoCTaToK.

Bonpoc: Kak npoBoautca hepmMeHTHaA 3amecTuTesibHas Tepanus y nauvMeHToB ¢ 60Mne3HbIo
Momne?

OTtBeT: ®PepmeHTHaa 3amecTuTenbHaa Tepanus BBOAMTCA B KPOBOTOK, MO0 yepe3 BHYTPUBEHHYIO
KanenbHuuy, nnbo 4Yepes3 cneumanbHbil OOCTYMN, HasblBaeMbld UMMNIIAHTUPYEMbIM KaTETEPOM.
HasHaueHne n BBegeHne ®3T KOHTponupyeTcsa BpayoMm, UMEKLIMM ONbIT BEAEHUS MaLWEHTOB C
6onesHbto [Nomne unu ApyruMmn HacneacTBeHHbIMM 3aboneBaHMaMm Takoro e tuna. O6bl4HO 3TO
reHeTuK, NneanaTtp UNu cneumanncT No HepBHO-MbILLEYHbIM 3aboneBaHNaM.

Bonpoc: Yto npeactaBnseT co6om npouecc pa3paboTku HOBbIX METOAOB NneyeHun?

OTBeT: [Npouecc pa3paboTkn HOBbIX METOAOB NeyvyeHnsa 3abonesaHuin HauYMHaeTca B naboparopun,
roe uccnegoBaTenu HadvMHalT MPoOBEPATb CBOM Teopuu. 3a 3TMM CreaytoT WUCCNeAoBaHWSa Ha
XMBOTHbIX W, €CNN OHW JAl0T XopoLwme pesynbTaTbl, HayYHble UCCNeaoBaHMs C ydacTUEM MoAen,
HasblBaeMble KIMHUYECKMMKU uccrnedoBaHusMW. Llenbio 3TMX uccnegoBaHun siBnsietca cbop
nHopmMaLmm o 6e30nacHOCTM NieveHns 1 ero 3EKTMBHOCTU. [1n1a TOro 4Tobbl KCNEPUMEHTANbHOE
neyeHne ObiIo ogobpeHO AnA NpUMEHEHWs Yy 4vernoBeka, TpebylTca MHorve roabl CTPOrnx u
TWaTtenbHbIX MccnegoBaHmmn. Ytobbl y3HaTh Gonblue, npountante 6powwtopy Pompe Connections nog
Ha3BaHunemMm «[lporpecc B meguuunHe npu 6onesHn MNMomney.

HaHHas nybnukayus npedHasHavyeHa 051 npedocmasieHusi obweli uHghopmayuu rno
paccmampusaemoli meme. OHa pacrpocmpaHsiemcsi kak obwedocmyrnHoe becriiiamHoe u3daHue
MexdyHapodHol Accoyuayuu 6onesHu lNomne ¢ noHUMaHuem moeo, 4mo MexdyHapodHas
Accouuauyus 6onesHu lNomne He 3aHUMaemcsi okazaHUeM MeOUUUHCKUX uru Opyaux
npoghbeccuoHarsnbHbIX ycnye. MeduyuHa — amo obriacme HayKu, Komopasi MoCMOSIHHO U3MEHSIeMCS.
Uenoseuyeckuli ghakmop U UBMEHEHUS 8 rpakmuke 0esniarm He803MOXHbIM Mo0meepxoeHue
MOYHOCMU MaKuX CII0XHbIX Mamepuaros. Tpebyemcsi nodmeepxdeHue 3mol UHgopmayuu u3
Opyaux UCmoY4HUKo8, npednoymumeribHoO om Bawezo epaya.
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