CUHAPOM XAHTEPA

Myxkonomnucaxapuzmos 2 (MIIC2), wiu cuHAPOM
XaHTepa — pefiKoe pelieCCUBHOe X-CLeIUIEHHOe T'eHeThYe-
CKoOe 3a60JIeBaHye U3 TPYIIIIBI IN30COMHBIX OOJIe3HelT Ha-
KoruteHuA. MIIC2 BcTpedaeTcsa ¢ yactoTod 1:140 000-
1:156 000 >XKMBBIX HOBODOXJIEHHBIX. B OCHOBHOM IIOpa-
’KaeT MaJbUYMKOB B PaHHeM Bo3pacTe (3—4 roja), HO K
HAaCTOAIIEMY BPpeMeHHU OITMCAaHbI 7 CIydaeB 3a00/IeBaHUA
JeBoueK. CHHIPOM BiIMAET Ha CIIOCOOHOCTh OPraHHM3Ma
paspylmath U IepepabaThIBaTh OIpeJieIeHHble MYKOIIO-
JIMCaxapyu/ibl, U3BECTHbIE TAaK)Ke KaK ITIMKO3aMUHOIJIU-
kausbl (TAT).

I[Ipu cuaapome Xantepa ['Al' HakamIWBalwTCA B
KJIeTKaX oOpraHusMa wu3-3a Jedunura QepMmeHTa
UHJypOHAaT-2-cyabdaTadel. Haxomnenue I'AI' oTpuia-
TeJIbHO CKa3bIBA€TCA HAa COCTOAHUU MHOTMX OPIaHOB U
TKaHewu.

Cunzgpom XaHTepa — cepbe3Hoe 3a6osieBanue. OGIre
PaHHUE CMMITOMBI CMHJpOMa XaHTepa MOT'YT BKJIIOYATh
B ce0s IIyNOYHbIE WIN IIaXOBble TPHDKY, YIIHbIE MH-
(peKIMY, HACMOPK, IIPOABJIEHUA, CXOJLHbIE C IIPOABIIe-
HUAMHU IPOCTYIBL

ITOCKOJIBKY 5TU CUMIITOMBI JOBOJIBHO YaCcTO BCTpeYa-
I0TCA Y BCeX HOBOPOKIEHHBIX, MAJIOBEPOATHO, YTO Bpay
Ha paHHUX CTaguAX 3a00J1eBaHUA IIOCTaBUT JAUATHO3 WIN
M3HAYAIBHO MPEAIONIOKAT HaJWu4ie CHHIpoMa XaHTepa.

Ilo mepe HakoruleHua I'Al' B KiIeTKax oOpraHumsMa
IIPU3HAKYU CHHJPOMa XaHTepa CTAaHOBATCSA OoJyiee O9eBUI-
HbIMU. HeKoTopble BO3MOXKHBIE 0ojiee IO3[HUE IIPU-
3HAKU U CUMIITOMBI:

® BBINYKJIBINA JI00, IUIOCKWUM HOC, YBeTUYEeHHBIN
A3BIK;
3a/lep;KKa POCTa;

OoJIbIIasa royIoBa;

YBeJIMYeHHBIN KUBOT;

obmye MHGEeKINH yXa;
pecrupaTopHbIe 3a00JI€BAaHNA;
Iopa)KeHUA IeYeHUu U JPYyTux
OPIaHoOB;

BHYTPEeHHUX

® (oJie3HU cepAlla | KJIAIlaHOB CepJla;
IIPOGJIEMEI C IbIXaHUEM BO CHe, BKJIIOYAs OCTAHOBKY
ObIXaHWA M IIYMHOe [bIXaHHe B TedeHUe IHA;
® orpaHuYeHHas eMKOCTb JIeTKUX;
TYTOIOJBIPKHOCTh CYCTaBOB U OTPAaHUYEHHBIN
JianasoH JBIKeHUA, YTO MOXKeT IIPUBeCTH K CKO-
BaHHOCTH IIPU JIBIDKEHUU, XOJ50€;
® KUICTEeBOU TyHHEJIbHBIN CUHAPOM;
HHU3KOPOCJIOCTE;
® IIepoxoBaToBasd, «IIarpeHeBas» IBeTa CIOHOBOM
KOCTU KO)Ka BepXHel YacTU PYK, HOT U CIIUHEI;
® 33aTOpPMOK€HHOE MHTEeJUIeKTyaJIbHOe Pa3BUTHUE;
® HapylleHUe CHa;
® OTCyTCTBUE aIllIeTHUTa, Juapes.
ITpu nomo3peHN Ha CUHAPOM XaHTepa peKOMeH[Iy-
eTCs IPOBeCTU TeHeTWYeCKU! aHaimu3. /lMarHo3 reHeTH-
YeCKOoro 3a00sieBaHUA MOKeT ObITh IIOCTAaBJIeH Ha OCHOBE
KJIMHUYEeCKON KapTUHBI; eC/I¥ BHUMATeIbHO U3YYUTh Ce-
MeWHBIN aHaMHe3, MO)KHO OIPeJeIUTh PUCK pPa3BUTHUA
TaKOU IaTOJIOTUM.
TeHeTUYECKUI aHATU3 MOXKET IOMOYb OOHAPY:KUTh
U3MeHeHU:A B TeHe WIM XpoMocoMe. Yame Bcero Ha
aHam3 6epyT KpOBb WIX 00pasel] TKaHU. [IpUIUHEI, 110
KOTOPBIM MOXKeT OBITh PEKOMEH[OBaH TeHeTHYeCKUN
aHaIN3:
® y OJHOrO M3 poAuTesell ecTb peOeHOK C Hapylie-
HUAMU WIN 33/IeP>XXKOM YMCTBEHHOTO Pa3BUTHUA
WId IpoOjieMaMH CO 3[0POBbEM, IIPeJIIOJIOMXKU-
TeJIbHO CBA3AHHBIMU C TeHeTMYeCKWMH IIPUIU-
HaMU;

® UarHocTUKa y OJHOTO U3 pojuTesiell TeHeTHUde-
CKOTO 3a00JI€BaHIS;

® HajIy4ye TeHeTHYeCKOro PACcCTPOMCTBA Y OFZHOTO
U3 WIEHOB CeMbU;

® IIpy IPOBEJEHUU TeCTOB Ha GepeMeHHOCTH (Y3,
aHaJIW3 MOYMU, AaHAJIM3 KPOBU) BBIABIEHO, YTO
CymecTByeT IIOBBINMIEHHBI PHUCK pOXIEHUA
pebeHKa C reHeTUYeCKUMU M3MeHEeHUAMU;
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® BLIKM/BIII WIN NIPEeXJeBPeMEeHHbIe DOJbI;
® Hajyye OIN3KUX POACTBEHHUKOB C OIIpeJeJeH-
HBIMU BHAJAMU paKa.

PemeHrie 0 IpOBeJleHUY I'eéHETUYECKOTr0 aHAJIN3a ObI-
BaeT TPYZHBIM, €T0 peayn3allia IOJHOCTBIO 3aBUCUT OT
IanyeHTa. PesyylbTaTbl reHeTUYeCKOIO aHan3a MOLYT
IIPeIOCTaBUTh ITIOJIe3HYI0 MH(GOPMALUIO IPU IUIAaHUPO-
BaHUM POXKIeHHUA pebeHKa. EIM eCTh OIIACHOCTB, YTO y
OJIHOTO W3 POJUTeJIel TIOBBIIIEH PUCK POXKJEHUA pe-
0eHKa C reHeTUYeCKHMM 3a00JeBaHUEM, BO3MO)KHO, eCTb
HeoOXOANMOCTh 00CJIe[OBaTh IUIOJ BO BpeMsA GepeMeH-
HOCTH.

[ToCKOJIbKY reHeTH4YecKre 3a00JIeBaHMA BO3HUKAIOT
B Pa3HbBIX BeTBAX CeMbM, MHPOPMAILMA O TeHeTHYeCKOM
cTaTyce IaIlieHTa MOXKeT OBbITh ITOJIe3HOW JIA BCeX ee
4ieHOB. HepeIKO pe3ysbTaThl aHAIM3a MOTYT PAaCKPBITh
ceMelHbIe CeKpeThl, BKJIIOYas OTIIOBCTBO, MaTePHUHCTBO
WIN YCbIHOBJICHHUE.

TKecTh 3a60JI€BaHUA 3aBUCUT OT OCTATOYHOHN aK-
TUBHOCTH epMeHTa. [Ipy TOKeNbIX (popMax GoJIe3HH C
CepbLe3HBbIMU MTOPAKEHUAMU OKUAAEMAs IIPOJODKUTEb-
HOCTb KU3HU orpaHuyeHa 10 wiu 12 rogamu. ITanueHTsI
¢ GoJiee JIETKUMU IIPOSBIIEHUAMU TeHeTUIECKOro Hapy-
LIeHUA MOIYT JOXKHUTH IO 3pesIoro BospacTta. Ilpu cBoes-
PEeMeHHO HasHaYeHHOM CIlelM(pUYecKOM JIeYeHUU IIpo-
JOJKUTEIBHOCTD XKU3HU MOMKeT JOCTUTaTh 40-50 JIeT.

Jlo BBestleHMA (pepMEHTHOM 3aMeCTUTETHFHON TePaIiu
(®3T) sreverrie MIIC2 GbUTO HMAJUTHATUBHBIM.

Jlo mocresHero BpeMeHu Ha Teppurtopuul PO 6bUIO
3aperuCcTpUPOBAaHO 2 IIpeliapaTa, HCHOJb3YIONIUXCA B
O3T: Unypcynbdasa-p u Uaypcynbdasa. [Ipumenaercs
TaK)Ke CHUMIITOMaTU4YeCKas U IOAAEeP)KUBAIOIMIAA Te-
panua. Takue NposABIeHNA 00e3HU, KaK IPbDKU U KOH-
TPaKTYpPhI CYCTaBOB, JIeYaT XUPYPIUIeCKUM IyTeM. IIpu
rugponedaauy IPOBOJUTCA XUpyprudeckas MMIUIaH-
TaliA >KeJIyJOYKOBOIO IIyHTA. [IA yiaydIleHUA cIyxa
IIPeJTIVCEIBAIOTCA U MHIUBUAYAIBHO TTOAOUPAIOTCA CIIy-
XOBbIe ammaparsl. KpoMe TOro, IOCTOSHHO IIPOBOZAATCA
¢dusnorepanusa, MeJUITUHCKUE U TeHeTUYeCKre KOHCYIb-
Tanuu. B Poccuu B HacTosAlee BpeMs 3aperuCTpUpOBaAHO
6osiee 100 MaI[ME€HTOB C AMATHO30M CUHpOMa XaHTepa 1
MHOTHE U3 HUX He IIOJIy4aloT HeoOXOAMMOro JieyeHUsd B
CIJTy ero O4eHb BBICOKOM CTOMMOCTH.

B 2018 r. mporiesn perucTpanuio HOBBIM IIpermapar
ana jgedeHusa MIIC2 - Xanrtepasza. OH IpeAcCTaBiAeT
co0oi ouuIeHHyI0 (GOpMy JTU30COMATBHOTO (GepMeHTa
UIypoHaT-2-Cynb(ara3pl — PeKOMOMHAHTHOHN 4YeJioBede-
CKOM UIypOHAT-2-CylIb(aTasbl.

Upnypcynbdasza-f (Xanrepasa®, Green Cross Corp,
Voursun, I0xkHas Kopes) — peKOMGHHAHTHEIH GeJIOK,
TIPOU3BOAMMBIN C HCIIOIb30BaHNEM MeTOJ0B TeHHOM WH-
’KeHepUHM U3 KJIeTOK ANYHUKOB KUTAMCKOIO XOMAYKA.
Vnypcynbdasa-f BEIpabaThIBAETCA METOIOM KYJIBTUBHPO-
BaHUA CYCIIEH3UM KJIETOK. UHMCTOTa OYMINEHHOro OeKa
>99,9% (Mo mAHHBIM aHAJIM3A C IIPUMeHeHUeM pAJa Xpo-
MartorpaguyecKux U sneKTpodopeTHUIeCKUX MeTOI0B).
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Bricokad 3peKTUBHOCTD M 6e30I1acCHOCTh XaHTepasbl
ObUIa IOATBEPXKZEHA B XoJe 2 KIMHUYECKUX HUCCIeZo-
BaHUU, MPOAODKAIOIMUXCA 24-52 Henl. B ucciemoBaHue
ObUIN BKJIIOYEHBI ITALeHThbI MY>KCKOI'0 II0JIa C CHHAPOMOM
XaHTepa B BO3pacTe oT 38 Mec 0 35 JIeT.

Yike mepBoe KOHTPOJIMpyeMOe KJIMHUYECKOe KCCIIe-
JlOBaHUe y IaljueHTOB-KopeineB ¢ MIIC2 ¢ ucnoias3oBa-
HHMeM aKTHBHOTO IIpelriapaTa CpaBHEHUA IIPOJEeMOHCTPH-
poBasIo, uTo 103a Maypcynbsdass-f 0,5 Mr/Kr/Hex okasana
JIOCTOBEpHOe IIOJIOKUTeJbHOe BO3JelCTBUe Ha IIep-
BUYHYIO KOHEUHYIO TOYKY — BbIBefieHHe ['Al' ¢ Movol —
IIpY CpaBHEHUM C aKTUBHBIM IIPEIapaToM CpaBHEHU:.

Llenpio KIMHWYeCKOro ucciaenosanua (a3 I/II 6pu10
oueHUTh 3GGEKTUBHOCTh U 0e30MaCHOCTh PEeKOMOU-
HAaHTHOU 4eJyioBedeCcKoM UaypoHaT-2-cynbdaTasbl
(Mmypcynbdaza-f, mpemapar «XaHTepasa»®) B JiedeHUU
MIIC2. 31 manmeHT ¢ MIIC2 B Bo3pacre 6-35 JjileT ObLT
BKJIIOYEH B IIPOIPAaMMy PaHIOMUSHUPOBAHHOIO, OJHOCTO-
POHHETO CJIETIOT0 KOHTPOJIUPYEMOIO HMCCIefOBaHUA (a3
I/Il ¢ mprMeHeHHeM aKTHMBHOIO IIpelapara CpaBHEHU:;
HCCIe0OBaHue MPOJODKANOCh 24 Heq. IlamueHTOB Ciry-
YalHBIM O0pa3oM pacIpefeN i B TIPyIIbI, IIOJIYy-
4YaBIIie WH(QPY3UM aKTHUBHOIO IIpeliapara CpaBHEHUA
(n=11), uadysuu 0,5 mr/kr Uaypcynbdassr-f (n=10) 60
1,0 mr/kr Upypcynbdasbl-f (n=10). [lepBUYHBIA ITOKa3a-
Tesb 3¢ ¢deKTUBHOCTH — BbIBeJleHne I'Al' ¢ MOYOM, BTO-
PUYHBIM — M3MeHeHUA PAaCcCTOSHUA, IIPOXOJVIMOIo 3a 6
MUH (6-MUHYTHBIA TeCT C X0Ab00i — 6MTX); U3ydaanch
TaK)Ke JaHHBbIe 3XOKapauorpaduu, (yHKINOHAJIbHBIE
TeCTHI JIETKUX U MOABMKHOCTb CyCTaBOB.

JleueHue ¢ mpuMmeHeHUeM Kmypcynbdasbl-f crocob-
CTBOBJIO 3HAYMUTEJbHOMY YIYUYIIeHUIO IIOKasaTesei
6MTX y ImanueHTOB €O CJIa0OM CTeleHbIo Tskectu MITC2.
Wpypcynbdasa-f nmpogeMoHCTpUpoBaia 3O(PeKTUBHOCTD,
CXOJHYIO C TaKOBOHM y IIpemnapaTa CpaBHeHHU:d, B OTHO-
mIeHNU IIPOYUX IToKaszaTesell (HopcupoBaHHAA KU3-
HeHHasA eMKOCTb JIeTKUX, JaHHbIe dX0OKapAuorpaduu, 1u-
aIlasoH JBIDKEHUN B CycTaBax).

Ananus nokasareseil 6e3omacHocTy Unypcyinbdasbr-f
(T0 JAaHHBIM O YacTOoTe U CTelleHU TsHKeCTH Heesa-
TeJIbHBIX fABJIEHUN) BBIABWI, YTO IpeIapaT HepeHOCUICH
XOpOILIO U BCe He)KeJIaTeJIbHble ABJIEHUA C JIETKOCTBIO
KOHTPOJIIPOBAJINCh BPEeMEHHON OCTAaHOBKOM WH(Y3Ui
JM60 AHTUTUCTAMUHHBIMY/CTEPOUIHBIMU TIPEIIapaTaMHy.

OpuruHanpHbBIN nIpenapaT Vaypcynbdasza-p Ansa Jie-
YeHM:A CUHZpoMa XaHTepa OyzeT MPOM3BOAUTLCA B Poccun
6rodapMarieBTIYeCKoN KoMIaHuell «HaHoiek» B paMKax
COTPYAHMYECTBA C IOXKHOKOPEWMCKOM KoMIaHuei Green
Cross Ha 3aBofie B KupoBckoi ob6nactu. Ha ceropua 3a-
BepIleH 1-i aTall 3alycKa NPOM3BOACTBA. OKOHYATEIBHO
HaJIAAUTh BBINYCK IIpenapara IulaHupyerca K 2020 r.
[IpOM3BOACTBO JIeKapCTBa 00GeCHeYuT ero GecrepeOoitHOe
MIOCTYIUIEHUe B allTeYHYIO CeTh, YTO OOJIErYUT IIOJIO}KeHHe
MaI[eHTOB, CTPAJIAIONINX OT PeJKOro 3a00IeBaHuUA.

Bilarozaps IprMeHeHUIO IIperapaTta SKOHOMUA OIof-
»KeTHBIX CPe/ICTB B CPaBHEHUU C 3aTpaTaMM Ha aJibTepHa-
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TUBHYIO TE€PAIMIO COCTABUT B Ioj, B pacyeTe Ha 1 OOJb-
HoOro 7,3 MyH py0. [Ipy IojHOM Ilepexofie Ha IIperapar
XaHTepa3a® s5KOHOMHUA OIOMKeTHBIX CPeACTB AJIA CH-
CTeMBbI 3[IPaBOOXPAHEHUs COCTaBUT 796,8 MuH pyob. 3a 5
JIeT. OTO 3HAYUT, YTO IOABATCA CPeCTBA HAa HOBBIE HC-
CIeloOBaHUA, YTO 00eclleYrWT CBOEeBPEMEHHOU, Kade-
CTBEHHOU Tepamrei MalnueHTOB C PeIKUMU 3a00JeBa-

HUAMHU, BXOJAIIMMU B IPOTPAaMMYy BBICOKO3aTPATHBIX
HO30JIOTUH.

K HacToAmeMy BpeMeHH y»Ke 5 IaIlieHTOB Ha Teppu-
Topuu PP ycremHo Jieyarcs IperapaToM KOMIIAHUU
«Hanomex». Bckope poctyn B Poccuu k addeKTUBHOU U
6esorracHoll Teparmyu MIIC2 MOABUTCA y 3HAYUTESHHO
GOJIBIIIEr0 YK(JIA MTALKEHTOB, YeM 3TO ObLIO paHee.



