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HepBHo-Mblweunbie O JIE3HH

Mockea, 14 nosopsa 2015 e.

Pesontoyua 3-ro Poccuilckoro coBema akcnepmos
no fuUarHocmuke u nevyexuto 6onesxu Momne

14 nosiops 2015 r. B Mockse cocrosioch 3acenanue 3-ro Poccuiickoro coBera 3KCHepToB M0 AUATHOCTHKE U JIEYEHHIO
0osie3nn [Tomne (BIT), B KOTOPOM NPUHSUIN yYacTHe MPEACTABUTEN BEAYIUX OTEYeCTBEHHBIX FeHETHIECKHX, HEBPO-
JIOTHYECKNX, HEHPOMBIIIEYHbIX, eJUATPUIECKAX M KAPIMOJIOTHIECKHX IIKOJI. 3aceaHue ObUIO MOCBSIIEHO MPodJieme
uHTeHcHukammm auarnocTukn BII. B cBa3m ¢ Tem, 9To BHMMaHMe K AaHHOi 0ose3nd B Poccun ObLI0 nMpuBiIeYeHo
OTHOCHUTEJIbHO HEAABHO, INTABHBIM ('l)aKTODOM, OIrpaHMYMBAIONINM €€ YCICIIHYI0 TUATHOCTHKY H JICYCHHE, ABIACTCA HU3KAA
ungopmupoBanHocTb Bpaveii 0 BII u mpobJieme HaCIeICTBEHHBIX MPOTPECCHPYIOIMNX MUONIATHIA B IEJIOM. DKCHEPThI,
PYKOBOACTBYACH ME2KITYHAPOIHBIM OIBITOM U NPMHATHIMH B PA3HBIX CTPAHAX MHPA HAIIMOHAJIBHBIMH PEKOMEHIALUAMMA,
00CYIMIIM 3271a9H, CTOSIIINE Tiepe]l POCCHICKAM MeIUIUHCKHM C000mecTBOM B 00aacTi nuarHocTuku BI1. Pe3yasraTom
pa6otbi 3-ro Poccuiickoro coBeTa SKCepToB CTaJIa JAHHAS PE30TIONHUs.

B 3acedanuu Dxcnepmroeo cosema npunsau ywacmue:
Hecpun Kapabyn, a.m.H. (Iepmanms), Kyme Cepreit
WBanosuu, 1.M.H., npod., Hukutun Cepreit Cepreesny,
I.M.H., ipod., 3axaposa Exkarepuna FOpbeBHa, A.M.H., TIpod.,
CunopoBa Ompra IleTpoBHa, 1.M.H., ipod., MegoceeBa
TartbsiHa AnekcaHapoBHa, K.M.H., KotiykoBa Haranbs
IMaBnoBHa, A.M.H., ipod., [Tongkosa Cetnana MropesHa,
I.M.H., ipod., 3uHoBbeBa Onbra EBreHbeBHa, I.M.H.,
npod., MuxaitnoBa CBetnana BuranbeBHa, 1.M.H., Ipod.,
bacapruna Enena HukonaeBHa, n.M.H., ipod., Menoron
Banepuii [TaBnoBuy, k.M.H., aganu Enena JleoHunosHa,
I.M.H., TIpod.

Lleau 3-e0 Poccuiickoeo cosema sxcnepmos: yaydIilIeHUE
KadecTBa MeTMIIMHCKOM rmoMoIinu maimeHTaM ¢ bI1 B Poc-
CHU; CHIDKEHME KOJIMIEeCTBA HEOOPATUMBIX OCJTOXKHEHUI
3a CYeT HamboJIee paHHETO JUATHOCTUPOBAHUS, OIIpEc-
JISTIONIIETO JIeYeHNE, aleKBaTHOTO MIJII JaHHOTO 3a00jIeBa-
HUSI; OIpefesIecHre IMPUINH HETOCTaTOIHOM 3 (hEeKTUB-
Hoctu nuarHoctuku BII B Poccum; paspaborka mep,
TTO3BOJISTIONINX MHTEHCU(DUITNPOBATh TMarHOoCcTUKy BIT.

BII (rmuxorenos 11 tuma, 601e3Hb HAKOTIICHUS TJIH-
koreHa I tumma (GSD—II), nepuuiut kucnoii Mmaibrassl) —
penKoe MyJIBTUCUCTEMHOE IIPOTPeCCUPYIOIee HACTEACT-
BEHHOE ayTOCOMHO-PEIIeCCBHOE 3a00JIeBaHE, CBI3aHHOE
¢ 1e(ULUTOM aKTUBHOCTU (pepMEeHTa 0-TJIFOKO3UIA3EI
(Kmcioit MabTas3hl) B IM30COMaX.

Knunnueckue nposisinenust bIT cBsizaHbl ¢ maTonoru-
YeCKNM HaKOTUICHHEM TJIMKOTeHA M IIPOIYKTOB €T0 MeTa-
Oonm3Ma B KiieTkax. JIeOroT 3a001eBaHsI BO3MOXKEH B JIIOOOM
Bo3pacTe. Pazmmare B 0CTaTOUHOM aKTUBHOCTH 0-TJTIOKO-
3UAa3bl ONpeaeaseT 3HAYNTEIbHBIIN TOJTUMOPGhU3M KITH-
HUYECKUX TPOSIBIICHUN 00Jie3HN Y manneHToB. KpaitHe
HU3Kasl WU HyJIeBasi aKTUBHOCTH (hepMeHTa ITPUBOIUT
K pa3BUTHIO MJ1ageH4Yeckoi (popmel BI1 ¢ gebroTom Ha mep-
BOM TONy XM3HU. bojee MATKMIT TeHeTHIeCKU aedeKT
orpeesisieT OOIBIIYI0 OCTAaTOYHYIO aKTUBHOCTh (DePMEHTa,
MeHee TsDKeJIoe TedeHHe W 0ojiee MO3MHUI (B BO3pacTe
crapiie 1 roma) medtor 6onesnu (BI1 ¢ mo3gHMM Hava-

JoM). Becex manmmenToB ¢ rmukoreHo3oMm Il Thma HezaBu-
CHMO OT BpeMeHHU HadvaJla OTJIMJAeT MPOTPeCCUPYIOIINA
xapakrtep 3abosneBaHus. [Ipomomxawuieecs OTIOXEHUE
TNIMKOT€HA B TKAHSX-MUIIICHSIX HapyIIaeT nxX GyHKIIUIO U,
B KOHEYHOM MTOTE, MPUBOJIUT K UX HEOOPATUMbIM CTPYK-
TYPHBIM U3MEHEHUSAM 1 THOE M OOJIEHOTO.
PacnpoctpanenHocts BI1 B Poccun HenzsectHa. 1o naH-
HBIM Pa3HBIX aBTOPOB, YACTOTA BCTPEUACMOCTH 3a00JICBAHNS
B 3aBUCMMOCTH OT CTPaHbI ¥ STHIYECKON MPUHAICKHOCTH
BapbupyeT B quaria3oHe ot 1:40 000 mo 1:300000. ITo cambim
CKPOMHBIM OIlcHKaM, B Poccnu mpoxkuBaiot 480 marm-
eHTOB ¢ BI1, 13 KOTOphIX HA CETOMHSIITHUIMN ICHb BEISIBIIC-
Ho MeHee 20 ciyyaeB (<4 % OT OLIEHMBAEMOTO PeaIbHOIO
yuca). Takum o6pasom, 6osee 96 % GoabHbix BIT He nu-
arHOCTUPOBAHBI I HAXOASATCS B TPYIIIIE BHICOKOTO PUCKa
TIOTEPU TPYIOCITOCOOHOCTH 1 TIPEXKICBPEMEHHOMN CMEPTH.
KadecTBO M DOCTYyIMHOCTH J1a0OpPaTOPHBIX TECTOB
Ha BIl B Poccuu HaxomsTcsd Ha yAOBIETBOPUTEIHLHOM
ypoBHe. JlabopaTopusi HaclIeICTBEeHHbIX 00e3Hei oOMeHa
BemtectB ®PI'BHY «Meanko-reHeTUUEeCKNIT HaydHbBII
LIEHTP» U JJa00PaTOPHUS MOJICKYISIPHO-TEHETUICCKO T~
arHoctTukn POTAY «HayyHbIil LIEHTp 3IOpPOBBSI JETEi»
pacIToIaraloT TeXHMYEeCKIMHI BO3MOXKHOCTSIMU 1 CTICITAA-
JINCTaMU, TTO3BOJISTIOIIMI BBHITIOJTHUTh KaK CKPUHUHTO-
BBIC, TaK W ITOATBEPXKIAIOIINE TECTHI IJISI TMArHOCTUKU
BI1. DT TeCTH OCYIIECTBISIOTCS COBPEMEHHBIMU METO-
JIaMHM C MCITOJIb30BaHMEM B KaueCTBe OMoMaTepraja CyXux
IISITeH KPOBU, KOTOPBIE B OTJIMYKE OT 00pa31IOB HEIHHOM
KPOBU HE TPEeOYIOT OCOOBIX YCIOBUI XpaHEHUs M TpaH-
cropTupoBKHU. Jlaboparopuy NMPUHUMAIOT IJIS aHaIu3a
OroMartepualibl, TOCTYIMAIOILIKE U3 BCEX perMoHOB Poccuu.
B 2015 1. okono 1500 maumeHTOB OBIIM HalpaBJIEHBI He-
CKOJIBKUMH COTHSIMH POCCHUMCKMX Bpadeil Ha JabopaTop-
Hy1o guarHocTuky BIl u Tonbko y 1 Obl1a moaTBepXKaeHa
5Ta 601e3Hb. TaKuM 00pa3oM, He BCE CITEITUATMCTHI ITOJThb-
3yI0TCS JIAOOPATOPHBIMU BO3MOXKHOCTSIMU TSI MCKITIOUE -
Hua BI1 y cBonx manmmeHToB. OTHOCUTEIBHO HU3KAs 3()-
(exTUBHOCTD BBIABICHUS Oone3Hu (1 mammeHT Ha 1500
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BBITIOJTHEHHBIX TECTOB) TIO3BOJISIET ITPEITIOIOKITh, UTO TaXKe
Bpayu, HaIpapJIgIolINe MalMeHTOB Ha COOTBETCTBYIOLINIA
J1abopaTOpHbIii aHAJIU3, HEAOCTATOYHO XOPOIIO OPUEHTHPY-
foTcsd B cuMnToMax bIT, mpyu Hamumm KOTOPBIX ee CIIeAyeT
BKJTIOUUTH B JudpepeHIINaTbHBIN IMarHO3 U IPOBECTH CO-
OTBETCTBYIOILLIME TecThl. HecMoTpsl Ha HanmMuue TeXHU4Ye-
CKHX, OPTaHU3aLIMOHHBIX 1 JIOTUCTUYECKUX BO3MOXHOCTEIA,
pacIpocTpaHeHHOCTb U 3P (PEKTUBHOCTh J1a0OPaTOPHOI
nuarHoctuku BIT B Poccun HeymoBaeTBOpUTEILHbI.

O4eBHUAHO, YTO YBEJIMUEHUE YPOBHS OCBEJOMIIEH -
HOCTHU M y4acTue Bpaueii B BeisgBlieHUM BIT — HempemeH-
HbIE YCJIOBMS YIy4YIIeHUs KayecTBa KU3HU POCCUIMCKMX
MalMEeHTOB C 3TOM OO0JIE3HBIO.

TakuM 00pa3oM, 3KCHEPTHI CUMTAIOT HEOOXOAUMBIM
PEKOMEHI0BATh MEpHI, HaIlpaBJIeHHbIE HAa UHTeHCU(UKaA-
nuro nuarHoctuku bI1 B Poccun.

1. Co3naTh, yTBEpAUTH, IIPUCBOUTH CTATYyC enepalib-
HBIX ¥ PaCIpOCTPAHUTD CPeI HEBPOJIOTOB, KapIUOJIOTOB,
MeIuaTpoB, TEHETUKOB U CIIELMAINCTOB 10 HEPBHO-MbI-
LIEYHBIM OOJIE3HSIM KIIMHUYECKME peKOMEHIAIN 10 OKa-
3aHUI0 MeTUIIMHCKOM moMolny manueHTaMm ¢ bI1. B man-
HBIX peKOMEHIAIINSIX:

* cpopMynmupoBath Kputepuu BriodeHust bIT B nud-
depeHLMabHbIN TUATHO3;

* 0003HAYUTH SH3UMOIUATHOCTUKY TT0 METOLY CYXOTO
MSITHA KPOBY KaK 0a30BbI CKPUHUHTOBBIN TECT, KO-
TOPBIf HEOOXOAVMMO BBITTOJTHUTH MALIMEHTAM, COOTBET-
CTBYIOIIM KPUTEPUSIM BKITIOUEHUS

* 0003HAYMTb MECTO APYTUX JJAOOPATOPHBIX, UHCTPY-
MEHTAJIbHBIX U (PU3UKAJBLHBIX METOJIOB 00CIeI0Ba~

HHS B YTOYHEHU U, MOATBEPXKAEHUN U MOHUTOPUH-

re bII;

* ONpeneanuTb KpUTEPUU MOATBEPKACHUS nrarHo3a bIl,

MPUBECTU PEKOMEHIALIMU TTO PA3PEIIEHUIO CIOXHbBIX

Y HEOAHO3HAYHbIX KIIMHUYECKHUX CJIyYaeB.

2. Hamagute mpakTuKy npoBeneHUs TeIeKOHDepeH-
LM B LEJIsIX YBEIMYEHMST OCBEIOMIEHHOCTY Bpayeii o BIT
U criocobax ee AMarHOCTUKM.

3. Cosgatb B UHTEepHETE caiiT, mocBseHHbIN BI,
YBEJIMYUB 00beM MHGPOpMALIUY O CUMIITOMAaX U IMArHo-
cruke BII.

4. BBectH BO BpauyeOHYIO IPAKTUKY CEJICKTUBHBIN
CKpUHUHT zeTeit B Bo3pacte 1o 1 roga Ha BIT. Chopmynu-
pOBaTh KPUTEPUM BKIIIOYEHUS NETE B 3TOT CKPUHMHI,
JIOHECTH MX IO COOTBETCTBYIOIINX JICICOHO-TIPODIIAKTHI -
YeCKUX YUIPEeXIeHUI (OTHEICHUI ITaTOJOTHH PaHHETO
BO3pacTa, HEBPOJOTMYECKMX U KapAUOJIOTUYECKUX OTIE-
JICHU TeTCKUX CTaIlMOHAPOB).

5. [lnst obecrieyeHUsT JIOTUCTUYECKON M TEXHUYECKOM
MOIIEPKKU U YCKOPEHUSI MOJIyYeHUSI pe3yJIbTaToOB 10 BO3-
MOXHOCTH NTprUOeraTh K MOMOILM COLIMAJIbHO OTBETCTBEH-
HOTO OM3Heca, 0J1arOTBOPUTEIBHBIX (DOHIIOB U TTAIIUCHT-
CKMX OpTaHu3alui.

C pesomoLyei, MpUHATOM ydacTHUKaMu 3-To Poccuii-
CKOTrO COBETa 3KCIEPTOB, MOXXHO 03HAKOMMUTHCS Ha calTax
OI'BHY «Meauko-reHeTMYeCKMI HAydHBIN 1IeHTp», Pe-
TMOHAJILHOI 00IeCTBeHHOM opraHu3anun «O0IIecTBO
CMEUUATIMCTOB MO HEPBHO-MBbILLIEYHBIM 0OJIE3HSIM», & TaK-
K€ B PETMOHAJIbHBIX OpraHax 3paBOOXpPaHEHUS U Y MPO-
(bmTBHBIX CITEIMATUCTOB.



