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Bam nocraBunu AMarH03 HacneAcTBeHHoro 3abonesanud

Korga Bawemy pebeHky, Bam unu komy To 13 GrmM3Knx yCTaHOBIEH AMArHO3 Hacnea-
CTBEHHOrO 3aboneBaHusi BaC NEPENONHAIOT pasHble YyBCTBa U Mbicnn. Movyemy aTo cny-
yunocb? Kto B 3TOM BMHOBAT? MOXHO N 4YTO-TO McnpaBuTb? He gonyctunu nu Bpaum
owmnbky? B aTon cuTyaumm nerko BnacTb B MaHUKy UM OENPECCUI0, HaYaTb NCKaTb BUHO-
BaTOro Uiy o6BMHATL cCamMoro cebst B TOM, YTO MPOU30LLSIO.

KoHe4HO, npoynTaB 3Ty ManeHbKyto H6poLuopy, Bbl HE CMOXETE MoMny4nTb OTBEThbl Ha
BCe Bonpockl. Ho oHa gormkHa BaM NoMo4b caenaTh Nepsbil Wwar U B3rsaHyTb B NALO Npo-
6neme n nepectatb 60sTbCs. OCHOBHasA NpuUYMHa cTpaxa Befb 3TO HE3HAHUE U HELOCTaTOK
MHpopmaumn. B MHTEPHETE Bbl CMOXETE HANTU MHOIO CBEAEHMI O 3aboneBaHnn, Hacnea-
CTBEHHOCTW, MeTogax Tepanuu, 0oCOGEHHO Ha aHrMosA3bIYHbIX pecypcax. MTak, Bo3bmuTe
CBOW CTpax 3a pyKy 1 B nyTb! [lnarHo3— 370 TOMNbKO Hayano!

Aemhnuuut NM30COMHON KMCNON NUNAa3bl

Oedununt nusocomHow kucnon nunasel (OJIKIT)—aT0 pegkoe HacneacTBeHHoe 3a6o-
nesaHue. Boigensaiot ase dopmbl AJ1KIT—60one3Hs BonbmaHa (BB) n 6onesHb Hakonre-
Hust achmpoB xonecTtepuHa (BHOX). NepBoe 13 HUX—BB Hanbonee TAXenoe, Ha4YMHaeTCs
B MrageH4yecTtBe, BTopoe — BHOX nmeet 6onee markoe teveHne n oebroTMpyeT B 4ETCTBE
UnNn gaxe BO B3pOCHOM Bo3pacTte. HecMoTpsi Ha pasHuLy B KIMHUYECKUX MPOSIBIEHUSIX,
npuymHa y aTnx opM 3aboenBaHii 0fHa- KreTkaM He xBaTaeT ocoboro pepmMeHTa nmnso-
comMHon kncnow nuna3asl (JIKIM). 3To hepMeHT y4acTByeT B MeETabONN3ME XNPOB B KINETKax.
Mpwn ero gedmunTe NpoMcxoanT nopaxeHue nedeHu, cCocyaos, a npu bB ewe n HepBHON
CUCTEMBbI U HaAMO4YeYHUKOB (KanbumHaTel). B Hopme Tpurmuuepuvabl 1 acmpbl xonecte-
pvHa paspyLualoTcs B NM3ocomMax, a obpasylolmecs XUMPHbIE KUCIOTbl U XONecTepuH



NCNONb3YKTCA KNETKON ANs CMHTE3a roOpMOHOB, 06pa3oBaHMs MeMOpaH 1 ans nonosiHe-
HUs aHeprun. Y naumeHTtoB ¢ OJIKJ1 n3-3a HegocTtaTka aktuBHocTH JIKJ1 KneTkn nepenonHs-
IOTCA NIM30COMaMn C HepaspyLUeHHbIMU MOSIEKYNIaMu, 1 OHW NepecTatoT BbINOMHATbL CBOU
dyHKuuKn. bonblue BCero Taknx HepyHKLMOHUPYHOLLNX KITETOK HAaXOaUTCS B MEYeHU, cerne-
3eHKe, CTEHKaX KPOBEHOCHbIX COCY0B, HAAMOYEYHNKaX, KNeTKax HEPBHOM CUCTEMBI.

Heckonbko NneT Hasag BO MHOrMX cTpaHax, B ToM udncne n Espone, CLUA n AnoHun,
ObI1 0gobpeH npenapat ans epmMeHTHoM 3amectuTtenbHon Tepanuu OJIKIT—cebenu-
nasa anbda.

HeAocTaTouHOCTh KUCNON NUNA3BL. KnuHnueck1e npoABNeHna U NPUUNHbI

3abonesaHve OJIKJT 3aboneBaHne (ero Tskenas ¢opma) Brnepsble ObINO OnMcaHo
B 1954 rogy npodeccopom Molwe BornbMaHOM, KOTOPLIN BUPTYO3HO Briagen rmctonoru-
YeckMMM MeToAaMn 1 OTKPbIT 3aboneBaHue nNpy KOTOPOM NPOUCXOAMT HAKOMMeHMe CMecu
XornecTepyvHa, ero 3uUpoB 1 TPUIMULEPUOOB B KNeTkax. OTo B NOCNeACTBMM CTano HOCUTb
ero nms—o6onesHb BonbmaHa.

Yactota MAJIKIT TOuHa He wu3BecTHa M MO pas3HbIM [aHHbIM  COCTaBnsieT—
1:40000-1:300 000 >knBbIX HOBOPOXAEHHbIX.



Bbigensitotr gBe chopMbl 3a6oneBaHums.

Mpu panHen cdopme AJIKIT (6onesHn BonbmaHa) y MnageHueB oTMeYaeTcs npakTuye-
CKV NOMHOE OTCYTCTBME aKTMBHOCTU (hepMEeHTa M CTpeMuTenbHOe TedeHne 3abonesaHus.
Takas cdopma xapakTepu3syeTcsl 3HauMTeNbHbIM NMOBPEXAEHNEM U yBEMNMYEHNEM NeYeHU
N ceneseHku, CUHAPOMOM Manbabcopbunn (HapyLLIEHNI0 YCBOEHUS NUTaTENbHbIX BELLECTB
B KMLLIEYHMKE), YTO ABMAETCH NPUYNMHON 3a4epXKn hnsmdeckoro passntus. Ana 6onesHu
BonbmaHa xapakTepHO yBenuyeHue 1 Kanbumgmrkaumsa Haanoye4yHUKoB, a TaKkke Tshkenoe
HapyLleHne NCUXOMOTOPHOTO PasBUTUS.

Mpn nosgHen cdopme LOJIKIT (OGonesHb HakonneHns 3UPOB XOflecTepuHa) y OeTen
N B3pochbIX HabnogaeTca codeTaHve gucnunuaemun (HapyweHwe GanaHca nNunNuaos),
renatomeranuu (yBenvyeHue neyveHn), NoBblleHUsS YPOBHA TpaHcamMuHa3s (hepMeHTOB,
YPOBEHb KOTOpPbIX MOBbILWAETCA Mpu 3aboneBaHMsAX neveHn) nm creartosa (HakonneHus
XUPOBLIX Kanenb B KneTkax neveHun). Y geteint u s3pocnobix ¢ OJ1IKIT Ha npoTsxeHun 3 net
nocrne Hadyana cumnTomMoB NpubnusmTensHo B 50% crnyyaes passuBaetcs ubpos nnm
LMpPO3 MeYeHn 1 BO3HMKaEeT HeobxoaMMOCTb B NPOBeAEHUN TpaHcnnaHTauun. HavmHas
C [eTCKOro Bo3pacra, MOryT NposiBAATbCA HapyLLEeHUs CO CTOPOHbI CepAeYHO-COCYANCTON
CcuCTeMbl, 0ByCnoBMeHHbIE paHHUM aTepocknepo3oM. Bo MHormx criyyasix gmarHos ycra-
HaBMMBaIOT Cy4YanHO- NPU BbISBNIEHUN U3MEHEHU B BUOXMMNYECKOM aHanvse KpoBm Uim
ynbTPa3ByKOBOM MCCrefoBaHMM NEYEHM.

Mposesnenua OJIKI moryT HanomuHatb Apyrue 6onesHun. Hanpumep, 6onesHs lowe,
Humana MNuka tnn A, B, C, BunbcoHa-KoHoBanoBa, TMpO3MHEMMS1, renaTnTbl U LUPPO3bI
HesicHoM aTnonoruu. Noatomy Npu AMarHoCTVKe AaHHbIX 3aboneBaHun obs3aTensHO Heoo-
xogumo mcknounTtb AJIKIT nytem npoBegeHus nsmeperus aktmsHoctu J1KJ1.



JvarHocTvKa AN

Bpaun Ha OCHOBaHMM KITMHUYECKMX CMMMTOMOB MOryT 3anogo3puTb 6onesHb. 3atem
npoBoasTcs nabopaTopHble TeCTbl U MHCTPYyMEHTanbHoe uccnegosaHue. OQuarHos OJIKI
NOATBEPXKOAETCA Ha OCHOBaHWM OBHApYXeHUS 3HauYUTenbHOro AedumumTta akTMBHOCTU
depmeHTa. AkTnBHocTb JIKJT oueHnBaeTcs nyTem onpegeneHus akTUBHOCTU dhepmeHTa
B CyXMX MSATHaxX KpoBW Ha dunbtpax. Takow cnocob onpeneneHuns npakTUYeckn oaHo-
3HayHo ykasbiBaeT Ha [JIKJ1, Tak kak y 6onbHbIX akTMBHOCTL JIKIT cHUXeHa B fecaTku pas,
a vHorga, npw Tsbkenblx popmax, BoBce otcyTeTByeT. HK-anarHocTvka gns obHapyxeHus
MyTauuu reHa LIPA aBnseTtca ononNHUTENbHBIM METOAOM UCCeqoBaHMS.

IJIKJT—HacnenctBeHHoe 3aboneBaHue, NpyM KOTOPOM MPOUCXOOSAT MyTauuu B reHe
LIPA. 3ToT reH Haxoantca Ha 10 xpomocome n KoaupyeT (PepMeHT «MM30COMHYHO KUC-
nyto nunagy» (JIKI1). HacnegyeTca HegocTaTovyHOCTb KMCMOW nvnasbl MO ayTOCOMHO-
peueccuBHOMy Tuny. bonbHOM pebeHok HacneoyeT Mo OOQHOMY M3MEHEHHOMY reHy (reHa
C MyTaumen) OT Kaxaoro u3 pogutenein. B cembsix, rae poantenu sBnaTCS HOCUTENAMU
BonesHn, puck poxageHus 6onbHoro pebeHka coctaBnseT 25% Ha kaxayto 6epeMeHHOCTb.
Moatomy ecnu B cembe poauricst 6oneHom pebeHoK, 3TO He 03HAYaeT, YTo Bce AeTu byayT
6onbHbl. ECTb WaHc poauTb 3a0poBoro pebeHka. Ho obs3aTenbHO HYyXHO obcnenosaTb
Bcex bpaTbeB 1 cecTep 60nbHOro.

¢

3aboneBaHve o HegaBHero BpemeHu bbina Hemsnevynumo. MaumeHTbl 06bIYHO nony-
Yanum CcUMNTOMAaTMYecKoe NevYeHne, KOTopoe MOrNo obneryntb HeKoTopble NPOSBNEHUS



3aboneBaHunsi, He ocTaHaBnmBano ©6onesHb. HepgaBHo B CLUA, EBponenckom Cotose,
AnoHun n gpyrux ctpaHax Obin 3apernctpvpoBaH npenapat ansa nedexnvs OJIKIT—
Cebenvnasa anbga. OTOT npenapaTt BOCCTaHaBNUBaET HeJOCTaTOK (bepMeHTa Nn30CoM-
How Kucnon nvnasbl. OH Nokasarn cBo 3¢hHEKTUBHOCTb pasfnMYHbIX KITMHUYECKUX UCCcre-
OOBaHMAX M YCMELWHO MPUMEHSAETCA Bpadamu B pasHbiX cTpaHax ansa nevenusa OJIKJI.
Cebenvnasa anbga BBOAMTCA B BUAe UHY3u ABa pasa B mecay. AJIKI1 -nporpeccupy-
owee 3abonesaHme, NOITOMY HeO6X0OUMO AMArHOCTMPOBATb M HaYaTb €ro fieyeHne Kak
MOXHO paHblUe, Ansi TOro YToObl XXM3HEHHbIE (PyHKUMM pebeHKa BOCCTaHOBMITUCH B Mak-
cumaneHo. [ina 6onee nogpobHon nHdopmauum o neveHmm AJIKIT obpatutech k Balemy
Bpauy.

CeMbsIM 04eHb BaXXKHO MOCETUTbL Bpaya reHeTuka. Jlevawme Bpadm He Bcerga UMeroT
BO3MOXHOCTb MOrOBOPUTbL C CEMbEWN U paccKkasaTb O pUCKax M BO3MOXHOCTSIX, KOTOpbIe
MOXET NPefOCTaBUTb COBpPEMEHHAas reHeTuka. Y Bpayva reHeTMka MOXHO Yy3HaTb PUCK
poxaeHus 6onbHOro pebeHka B JaHHON ceMbe, NPonTU obcrnegoBaHne poacTBEHHWKaM
ecnm ato Heobxogumo. O6CcyanTb NpeHaTanbHy U NPEUMNaHTaALMOHHYI0 OANArHOCTUKY.

MpeHaTanbHasa guarHocTuka nposoanTcs Ha 9—11 Heoensx 6epeMeHHocTU. B maTepu-
ane KoTopbl Ha3blBaeTCH BOPCUHbBI XOPMOHA (TO M3 Yero B nocregyrowem opmupyetcs
nnaueHTa) onpegensoT akTMBHOCTbL (bepMeHTa 1 NPOBOAAT TECTUPOBaHWE AN BbisiBrie-
HWUst MyTauui B reHe. Ha ocHoBaHWM NMpoBeAEHHOro aHanuaa genaroT BelBog 0oneH nnog
nnn 3gopos. VI cama ceMbs NPYHUMAET peLleHne Kak UM NocTynaTtb ¢ AaHHOW GepemMeH-
HOCTb0. COBpEMEHHbIE TEXHOMOMMM NO3BONSAIOT MPOBOAMTE U MPENMMNAHTALUMOHHYI0 Ana-
rHocTuky. OnnogoTBOpeHMe NpoBoAUTCSA B Npobupke, 3aTem oTOMpatoT TONbKO Te OnJlo-
OOTBOPEHHbIE AMOPUNOHBI Ha CTaguM HECKONbKNMX BnacToMepos, B KOTOPbIX HET CEMENHON
MyTauum U UX UMNIAHUTUPYIOT B OopraHmam matepu. [Npu gaHHowm npouegype ecTb CBOU
PUCKM, KOTOPbIE MOXET Pa3bsACHUTb Bpay rEHETUK.



Fae B Poccyy 3aHMMAIOTCA AUATHOCTUKOMN 1 NeUeHnem

Poccuiickasa petckas knuHuyeckas 6onbHuua (POKB), otgeneHve megnumHCKon
reHeTukn (BnepeBole B P® B 3TOM KNMHWKE npoBefeHa hepMeHTHasl 3amecTuTenbHasi
Tepanusa geTam 3TuMm 3abonesaHnem.

Appec 6onbHuubl: 117997, MockBa, JleHnHckuia np-T, 117.

e-mail: clinika@rdkb.ru

http://www.rdkb.ru

®IrBHY Hay4Hbin LleHTp 3a0opoBbs geten (HLU3M)
http://www.nczd.ru/

19991, Poccus, r. Mocksa, JTOMOHOCOBCKMIA NPOCNEKT, 2, cTp.1
info@nczd.ru

®reHY “HUU nutaHna”
http://www.dietology-ion.ru
115446, r. Mocksa, Kawupckoe wocce, .21

KnuHunka nponeaeBTUKN BHYTPEHHUX OOne3Hen, raCTpoO3HTEpPONorum u renaToso-
rum um. B.X.Bacunenko MNepsoro MCMY um. N.M.CeuyeHoBa
http://www.1msmukliniki.ru

Mocksa, yn. b. Nuporoeckas, g. 2, cTp. 4




JlabopaTopHasa AMarHocTMKa NpoBOAUTCA:

Mepuko-reHeTUMeCKOM Hay4yHoM UeHTpe (MIHL), B nabopatopun un3ydyeHus
HacnencTteeHHbIx 6onesHen obmeHa Belwlects, www.labnbo.ru. Agpec: 115478, Mocksa,
yn. MockBopeube, 4.1, PrEHY Megunko-reHeTnyeckmmn Hay4HbIn LeHTp, 8 (499) 324-20-04,
8 (499) 612-96-71, 8 (495) 111-03-03.

Hay4Howm ueHTpe 3gopoBbs geten (HL3O), www.nczd.ru. Agpec: 119991, Poccus, r.
Mocksa, JlomoHOCcoOBCKMIA NnpocnekT, 2, cTp.1, 8 (495) 967-14-20.

Y3HaTb Oonblue

B Mype ecTb MHOIO opraHu3auui, KoTopble MOTyT MOMOYb BaM HalTW OTBETHI Ha Ntobble
Apyrve BOMNpochl,, CBA3aHHbIX C AaHHbIM peakum 3aborneBaHUeM:

MexayHapoaHas accouumaums
HAMNCATb

MexayHapoaHbIA nopTasn no peakum 6omnesHAM:
www.orpha.net

EBponelickas opraHusaums, oobeguHsaoLWasi NauMeHToB C pasHbiMU pedkumm 3abone-
BaHusmn EURORDIS:
www.eurordis.org




OJIKIN  He BxoauT B nepeyeHb peakux (opdaHHbIX) 3abonesaHui, fneyeHne KoTo-
pbiX NPOBOAUTCS 3a CYET CPeacTB pernoHarnbHbIX GHaXeTOB, OAHAKO, NauneHTbl UMEKT
BO3MOXHOCTb Jleuntbcs B Poccuun. Tlomoyb nmauueHTam nonyyuTb fevYeHue, MoBbICUTb
WHOPMNPOBAHHOCTL OBLLIeCTBa O peaknx BonesHax, a Takke oOMBaTbCA NPOABUXKEHMUS
3aKkoHoAaTenbHbIX MHMUMaTMB B 0bnacTtn opdaHHbIx 3aboneBaHuin MoryT obLecTBEeHHbIe
opraHu3aumm.

Bcepoccuiickoe obuiectBo pefkux (opdaHHbIX) 3aboneBaHun UMEET B CBOEN CTPYK-
Type rpynmny no nnM3oCoMHbiM BornesHsam Hakonnewus. Ha carite opraHusaumm MOXHO
bonee nogpobHO 03HAKOMUTBLCHA C AEATENBHOCTLIO 06LWeCcTBa, HanMcaTb MMCbMO, NPOYK-
TaTb XypHan no pegknum 6onesHam - www.rare-diseases.ru

KoHe4HO, MHOroe 3aBUCUT OT Bpaya, CKOMbKO OH 3HaEeT Npo Balle 3aboneBaHue, kak
NpaBUIbHO OH HA3HAYKUI NeYEHME N KaK XOPOLLIO OH 06BbACHUN BaM NpuHLMNbI Tepanun. Ho
He 3a0bIBaliTe - OT CEMbM 3aBUCUT YCMEX NIeYEHNsI HE B MEHbLUEN cTeneHun. HyxxHo cobnto-
OaTb pekoMeHAaLMu1, HU NMPU KaKNX YCIOBUSAX He TEPATb HaZeXxay U caMoMy CTaTb SKCnep-
TOM B cBOeM 3aboneBaHun. HYutante nutepartypy, obLianTecb C CEMbSMU, HE CTECHSNTECH
3agaBaTb BONpOCkl. VI gaxe ecnu Bbl He nobeanTe 60ne3Hb NONHOCTBI0, UBMEHUTD KU3Hb
K ny4lieMy, caenaTtb POAHOIO BaM YenoBeka cYacTnMBbIM B BalLMX curax!

UcTopus

....................... HAIMNCATb



Y10 Aenathb, Koraa ’A"al' HO3 YCTAHOBNEH

LWar 1:

CobpaTb OOKYMEHTbI

1. MonyunTb Ha PyKM BBIMUCKY M3 MEAMLMHCKOIO YYpEeXOEeHuUs CO Crneaytommm
AaHHbIMU:

[wnarHo3 ocHoBHOro 3abonesaHus

HasHayeHune c ykasaHnem npenapara no >XU3HEHHbIM NOKa3aHWAM

YkazaHvne obbema 1 pexnuma BBeAeHUs: npenapara.

Hanpasnexue Ha MC3 ons yctaHOBNEHWS rpynibl MHBAaNWAHOCTY NO MECTY XXUTENbCTBA.

2. OBsA3aTenbHO HanMyne NPOTOKOSOB BpayebHbIX KOMUCCUIA (MPOBOASTCS MO MECTY
XuTenbcTea u B ®egepanbHOM yupexxaeHun).

Lar 2:
Mepenaya nakeTa JOKYMEHTOB JievalleMy Bpady, KOTOPbI COCTaBIISIET 3asiBKY Ha BO3-
MOXHOCTb I'Ipe,El,OCTaBJ'IeHI/IFl nevyeHumd.

Lar 3:
O6paTtuTbCa C NpUNoXeHMeM nakeTa JOKYMEHTOB B OpraHbl 30paBOOXpaHeHUs permoHa
ONs peLLeHns Bonpoca o0 3aKyrnku npenaparta

Lar 4:

O6patuTbca B 00LECTBEHHYIO OpraHn3auntio, NPUNoXNTbL NMCbMa B OpraHbl 34PaBOOX-
paHeHusl, MeOULUVHCKME AOKYMEHThI C Mpocbboi MOMOYb B NlIeKapCTBEHHOM obecnevyeHnn
naumeHTa

Llar 5:
Ecnu Bbl nony4nnu oTtkas, To cnegyert Hanncatb NMcbMo B MMHMCTEPCTBO 34paBooxpa-

HeHust PO, o6cykaaTb AanbHENLLYIO TakKTUKY C FOPUCTOM M NpeacTaBUTENsIMM 06LLECTBEH-
HOW opraHusaumu






