MpoToKkon opraHusauum obcnepgoBaHms
AeTen Ha HacneacTBeHHble bonesHu
obmeHa BellecTs




BeepgeHue

HacneacrteeHHblie 60ne3HM obmeHa Beulects (HBEO) BkatouatoT 6os1ee 700 HO30/10TMYECKUX POPM.
KnuHunuyeckune npossneHma HBEO He Bcerga cneunduyHbl n Hannume 601bWOTo Yncia reHo- U peHo
Konuin  ABnsAetcd OObEeKTUBHOM MNPUYMHOWN  3aTPYAHAIOLWEN TOYHYIO ANArHOCTUKY  3TUX
3aboneBaHnit. UHorga aTM 3aboneBaHWA NPOTEKAlOT Mo Macko MHQPEKLUMOHHbIX 6onesHen,
AeTcKoro uepebpanbHOro napanunya, anunencum. MHorve 60/bHble, HE MOJlyYNB BOBPEMS
NPaBUAbHbINA OMArHO3 M COOTBETCTBYHOLLEE JieyeHue, normbatoT. B cembax, NOCKONbKY 6onesHu
HacNeACTBEHHbIe, 3TW C/ly4an MOTYT MOBTOPATHLCA, U POAUTENN TEPAT HECKO/IbKO AeTei. ITo
0COBEHHO TPArMYyHO C Y4ETOM TOrO, YTO HEKOTOpble U3 bonesHen obMeHa MOXKHO ie4ynTb. OgHMM
M3 NOAXOAOB K MOBbIWEHUIO 3PPeKTUBHOCTU BbiaBneHUs HBO sBnseTca cosgaHue nporpamm
CENEeKTUBHOTO CKPWMHWMHra. CyTb [AaHHbIX NpoOrpamMmm 3akawoyaetrcs B obcnenoBaHWM rpynnbl
MauMeHTOB, OTOOPaHHbIX HA OCHOBAHMU KAMHUYECKUX KPUTEPUEB, C WCMNO/Ib30BaHMEM
onpeaeneHHoro Habopa ckpuHUpyrowmx TectoB. CenekTusHbIN cKpuHUHT (CCK) Ha HBO BKAtoyaeT
2 stana: 1. Ucnonb3oBaHWe MPOCTbIX TECTOB ANA BbISIBNEHMA NAUMEHTOB C NpeanosiaraeémMbiM
HapylweHnem meTabonusma 2. [lpMmeHeHMe chneuuanbHbiX MEeTOA4O0B MOATBEpPXKAatoWwen
ANATHOCTUKM.

CCK ponrve roabl npeactansan cobo Habop KavyecTBEHHbIX U MONYKOJIMYECTBEHHbIX TECTOB C
MOYO0M, NO3BONAIOLLMX 3aN0A03pUTb 0KONO 50 pasnmyHbix popm HEO. ITK TecTbl OBONBHO YACTO
O30T /IOXKHOMOJIOXKUTEIbHbIE Pe3ynbTaTbl U HE MHPOPMATUBHbLI ANA HEKOTOPbIX HO30/I0TMYECKUX
¢dopm HBO. B nocnegHue rogbl AnA CENEKTUBHONO M MAcCCOBOIO CKPUHMHIA NMPUMEHAIOT METoA,
TaHAeMHol macc-cnekTpomeTpumn (TMC). Ons maccoBbix wuccnegosaHuit TMC — oauH U3
ONTMManNbHbIX MNOAXOA0B, TaK KaK BO3MOXHO ObICTpOoe, KO/AMYeCTBEHHOEe onpeaeneHue
COeANHEHWNIN, MapKUpyloLWMX pasaundHble rpynnbl HBO B mMKpoKonmyecTBax 6Guonornyeckoro
matepuana u cebecToMMoCTb OAHOrO aHaAM3a ropasfo HUXKe, YemM npu  gpyrux Gusmnko-
XUMUYECKUX meTogax. BoamorkHocTn TMC He TONbKO MepeKpbiBalOT, HO U PACLUMPAIOT CMEeKTp
ANarHOCTUPYEMbIX MPU KaYecTBEHHbIX TecTax ¢ Mo4vyoi 3aboneBaHui, Npu 3Tom 3PpPEeKTUBHOCTL
ANArHOCTUKM ropasgo Bbiwe. OgHaKo, NoYTKM BCcerda ana sepudukaumm amarHosa Heobxogmmbl
AOMNONHUTENbHbIE  NOATBEPXKAAloWMe MmeToAbl. B KauecTBe  CeNeKTUBHOM, a  TaKkKe
OOMNO/IHUTE/IbHON  MOATBEPXKAAOWEN METOAMKM B KAMHUMYECKOM NpPaKTUKe BO3MOMKHO
MCNONb30BaHME XpomaTtorpadum C macc-cnekTpomeTpuen. [na KONMYECTBEHHOrO aHanu3a
MapKepoB-meTabonmtos npu HBEO ycnewHO NPMMEHAIOT ra3oByl0 XpomaTtorpaduio ¢ macc-
cnekTpomeTpuent (MX/MC). TX/MC - yHuMBepcanbHbIi METOA Pa3LeNieHUn CAOMKHbIX CMmecei
COeAANHEHWNI, OTINYAIOLLNICA BbICOKOM YYBCTBUTENBHOCTbIO M BOCMPOU3BOAMMOCTbIO. CoyeTaHue
ABYX mMeToAoB auarHocTnku (TMC u FX/MC) no3sonfeT pacluMpuUTb CNEKTP AMArHOCTMPyemMbix
3aboneBaHum.

Llenbto nporpammbl ABNSETCA pacluMpeHmne cnekTpa Bbiasasemblx ¢opm HBO 3a cyeT gononHeHue
nporpammbl  CCK  BbICOKOTEXHONOTMYHBIMW ~ METOL4AMM, TAaKMMM  KaK TaHAeMHasa Mmacc
CNeKTpoMeTpuA, rasoBas XxpomaTtorpadma C  MACC-CMEKTPOMETpPMENr, OLeHKa  YacToTbl
BCTPEYAEMOCTM W TeKylwas AMarHoCTMKa 3aboseBaHWU M3 Knacca OPraHWYecKUX auuaypun,
aMUHOoAUMAoNaTUIA, AePEeKTOB MUTOXOHAPUANBHOTO P-OKUC/NEHWUA, NMepPOKCMCOMHOM NaToNornu
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cpegy NauueHTOB AETCKMX MNCUXOHEBPONIOTUYECKMX OTAENEHWUN, OTAENEHWM peaHumaumm wu
WHTEHCMBHOM Tepanuu, racTpo3IHETPONOrUU, SHAOKPUHONOTUM U NHOPEKLMOHHbIX OTAENEeHUN.
MposeaeHne CC UMEHHO cpeamn 3TOro KOHTUHIreHTa 60/1bHbIX He CNyYaliHO, TaK Kak noAaBnsatowee
6onbwnHCTBO HEO M3 BbIWEynoMAHYTbIX KNAcCOB NPOTEKAeT C NopaxKeHMeM HEepPBHOW CUCTEMbI,
MOTryT COMPOBOXOATbCA MOpaXKeHMem nevyeHn M mmeTb MameHeHua B KLLUC, conposoxgatbeA
NPUCTYNaMM TMNOTIMKEMUU, MAaCKMPOBATLCA N0 MHOEKUNOHHbIE 3aboneBaHUA.

B pamkax 6naroTBopuTeNibHON Nporpammbl 6€3B03Me34HO NPOBOAUTCS 0bcnesoBaHMeE AeTen Ha

cnepytowme 3abonesaHua:
AMWHOALUMAONATUN U OPTAHUYECKUE ALMAYPUN (E71.1)

lpynnobl 3ab6oneBaHnii, xapaKTepusyowmecs HaKOMNeHMEeM TOKCUYECKMX MeTabonToB B OpraHax
M TKaHAX B pe3y/ibTaTe HapyweHuAa meTabonnsama aMMHOKUCAOT U (MIM) OpraHUYECcKUX KUCAOT.
HekoTopble 3abonesBaHua M3 3TUX Fpynn B HacTosAwee BpemA o4vyeHb IPPEKTUBHO seyaTca ¢
NOMOLLbIO ANETOTEPANUM C NPUMEHEHNEM CMELMANN3UPOBAHHbIX NPOAYKTOB Ne4ebHOro NnuTaHus
n (M) BUTaMMHOB U KOPAKTOPOB.

e [nyTtaposasa aumaypua | TMna

» HepocTaToyHOCTb CMHTETa3bl roI0KapboKcmnas

e HepoctaTtouyHOCTb 6MOTMHMAA3DI

o JleumnHo3 (pa3BeTBNEHHOLENOYEYHAA KETOHYPUA, 60Ne3Hb MOYM C 3aMaXOM KNEHOBOTO
cupona, 601e3Hb KAEHOBOTO cMpona)

e HepoctaTtoyHOCTb 3-MeTUNKPOTOHUN-KOA KapboKcmnnasbl

* MHoOKecTBeHHaA KapboKcMNas3Haa HeA0CTaTOYHOCTb

e 3-rMapoKcu-3-meTUATNYTapoBas aunaypusa

e 3-meTurnytakoHoBas aumaypwus (9 Tunos)

e HeaoCTaTo4yHOCTb 3-KeToTHoNa3bI

» HepocTtaTtoyHocTb 2-meTunbyTnpun-KoA gernagporeHassbi

» HepoctaTtoyHOCTb 2-MeTUA-3-rTnapoKkcnbyTnpmn-KoA gernaporeHasbl

e [lponuoHoBasa aumaemuma

e HapyweHue unKkaa MoYEBUHDI

HAPYLWEHWA MUTOXOHAPUA/IBHOIO BETA-OKMCNEHNA KUPHbBIX KNWCNOT (E71.3)

3aboneBaHns W3 3TOW rpPynnbl MNPOABAAIOTCA B BUAE OCTPbIX MeTabo/NMYECKMX KpU30B,
COMPOBOXAAOLWNXCA TMNOKETOTUYECKON TUNOTIMKEMUEN, HapylleHWem COo3HaHuA (BNAoTb A0
KOMbI), NMOpPa*KeHMem neyeHu (3 KMPOBOW renaTtos), YTO MPU OTCYTCTBUM CMELMaNU3NPOBAHHOIO
NEeYEHUA MOMKET 3aKOHYMUTbCA JIeTaNlbHbIM MCXOAOM. YacTo nepsBble CMMMNTOMbI NOABAAKOTCA Ha
boHe pauTenbHOro nepuopa  ronofaHua, UHOEKUMOHHbIX 3abonesBaHuii, onepaTUBHbIX
BMeLLaTeNbCTB UK APYrMX NPOLEccoB, TPEOYIOLWMX aKTUBHOTO KaTabonnsma. Bece nepeuncneHHble
HUXKe GOPMbI BXOAAT B NPOrpammy «24 HO3010rMm».

o Jedunuunt aunn-KoA-germaporeHasbl *}UPHbIX KUCAOT co cpeaHel annHon uenun (MCAD).
o [ednuymnt aumn-KoA-aerngporeHasbl ) KUPHbIX KUCNOT C KOPOTKOoM Lenbto (SCAD).
¢ Jedunumnt aunn-KoA-germaporeHasbl }UPHbIX KUCAOT € o4eHb AnHHOM uenbio (VLCAD).
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o [ednuymnt 3-ruapokcnaunn-KoA-gernaporeHasbl })KUPHbIX KUCAOT C A/IMHHOM uenbto (LCHAD)
¢ [lepBMYHas HeAOCTAaTOMHOCTb KAPHUTMHA

e [edunumt KapHUTMH-NaNbMUTOUNTPaHcPepasbl | (CPT 1)

e [edunumt KapHUTHMH-NanbMuTonnTpaHcdepassl Il (CPT II)

TaKXe B AaHHYIO rpynny BXOAAT cneayloume natoNornm, He BKAKYEHHbIe B nporpammy «24
HO3010rMN»

e [nyTtapoBasa aumaemus TMn 2 (MHOXecTBeHHbIM aeduumT aumn-KoA aerngporeHas)

e BbonesHb Pauno-/loHae/bpayH-Buonerre-saH-/leiep cMHAPOM

e HeaocTaTo4YHOCTb KOPOTKOLLENOYEYHOM 3-TMAPOKCUu-auma-KoA gernaporeHassbl

e DTUAMaNOHOBaA sHLedanonaTna

TaKxe MoryT 6bITb ANArHOCTUPOBaHbI CaeaytoLme NaTonormm

e [unepokcanypua tmn 1

e HepocTtaTouHOCTb rMMLEPON KUHA3bI

e 3-ruapousobytupat aumaypua/Ketoaumgos

e ®dymaposas aunaypus

e ManoHoBasa aumaypusa

e MeBanoHoBaa aunaypma

e ANnKanToHypwuA

e bonesHb KaHaBaHa

e HapyweHune 6bMoreHesa nepokcMcom

e 2-rMApOKCUrNyTapoBasn aunaypusa

e HepaoCTaTOMHOCTb apOMaTUYECKUX L-aMUHO KUCNoT
e HapyweHne metabonnama HEMPOTPAHCMUTTEPOB
e HepoctaToyHOCTb NOMyanbaernafernaporeHasbl (4-ruapokcmbytnupat aunaypma)

MEPOKCNCOMHbBIE BOJIE3HU

MepokcucomHble 6onesHn (MB) — reTeporeHHaa rpynna HacneACTBEHHbIX 6one3Helt obmeHa
BELLECTB, 3aTparnBaloWmx ogHY MAN HECKONbKO GYHKUMIK nepokcucom. CymmapHasa vactoTa b
coctasnaet ot 1:33000 go 1: 50000 *K1BbIX HOBOPOXKAEHHbIX.

M3BecTHO okono 20 Ho3onoruyeckux ¢opm b, KoTopble noapasfenAtoT Ha ABe NOArpynnbl.
MepByto cocTaBnsoT 3aboneBaHMA, CBA3aHHbIE C HAapyLlleHnem buoreHesa nepokcmcom. Mpu aTmx
bonesHax HabntogaoTcs AedeKkTol POPMUPOBAHUA OpraHens, CHUXKEHME 4YMcna WAM NOSHOoEe
OTCYTCTBME MEepOKCMCOM B TKaHAX. K HacToswemy BpemeHu naeHtuduumpoBaHbl 14 Genkos-
NEePOKCMHOB, MyTalUWM B KOTOPbIX NPUBOAAT K HapylleHNo BuoreHesa NepPoOKCMCOM Y YesioBEKa.
NHTerpupoBaHHOe B3aMMOAENCTBME MEPOKCMHOB obecneunBaeT TpaHcnopT 6enkos wm3
LMTONNA3Mbl KNETKM B NepoKcucomy. BTopaa nogrpynna — 3To M30AMpoBaHHaA HeA0CTAaTOYHOCTb
OTAEeNbHbIX 6eNKOB NEPOKCMCOM, YTO NMPUBOAMUT K HAPYLUEHUIO OnpeaeneHHOM buoxmmuyeckom
¢yHKkumMn.  Cpean  ator  rpynnbl  MB  cambiMu  yactol  ABnsetcA  X-CcuensieHHas
agpeHonenkoauctpodpua (X-A/11), ceA3aHHaA C HapyweHuem membpaHHoro 6enka ABCDI,
OTBEYAIOLLLEr0 33 TPAHCMOPT MKUPHbIX KUC/IOT C 0YeHb AJMHHOM Uenbto (OALMKK) B nepokcmcombl.
Mpw HapyweHuax buoreHesa nepokcncom (HBIM) BbIABNAIOT HapyLLUEHMA A- U B-OKUCNEHMA HKUPHDIX
KMCNOT, GUTAHOBOM KUCNOTbI M CMHTE3a N/1a3MaIoreHOB.

C KNMHUYECKOM TOUKN 3peHunAa gmarHocTtuka b npeacTasnseT onpegeneHHble TPYAHOCTU, TaK Kak
Kpome HECKOJZIbKUX O0BOJIbHO XOPOWO OXapPaKTepU30BaHHbIX K/AaCCUYECKUX CHUHAPOMOB WU
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3aboneBaHun, Takux Kak X-AN4, cuHgpom UenbBerepa (CL), pusomenuyeckasa ToveyHas
XoHApoAaMcnaasnsa 1 Knaccuyeckan 6onesHb Pedcyma, octanbHble 60/1€3HN CKOpee NpeacTaBAatoT
KOHTMHYYM KJAUMHUYECKUX (GEHOTUMNOB — OT TAMENbIX, MaHUGECTUPYHOLWMX B HEOHaTa/ibHbIM
nepuoa, NPOMEXKYTOYHbIX C HAYa/IOM B PaHHEM AETCTBE U NPOABMAKOWMXCA NPEUMYLLECTBEHHbIM
NMOpPa*KEHMEM HEPBHOM CUCTEMbI, U KpPaMHe MATKUX B3POC/biXx GOPM, MPOTEKALWNX B BUAE
nepudepunyeckor NoaMHenponaTnm.

OcHOBHbIM nabopaTopHbiM Tectom ana auardHoctuku MNb asndaetca aHanus OALUXKK B nnasme
KpoBW, B u4acTHoctM C26:0, C24:0/C22:0, C26:0/C22:0 c npumeHeHnem T[X-MC. [Odpyrum
ANArHOCTUYECKMM Broxmmmnyeckmm nokasatenem M6 (rpynnol HEM) nosbllweHMe KOHUEHTPALum
$VTAHOBOM, NPUCTAHOBOM KMUC/IOT B N1a3Me KPOBM.

e X-cuensieHHas agpeHonenkoancTpodus

e bonesHb Pedpcyma

e 3aboneBaHus cnekTpa cuHgpoma Llenselirepa
e HepoctaTouyHOCTb 6UPYHKUMOHANBbHOTO Henka

3a cuert cpeAacTB NpPoeKTa NOKPbIBAKOTCA PaCXobl:

1. InarHocTMKYy MeTOAOM TaHAEMHOM MacC CMNeKTPOMETPUM, BKIOYAA [AOMNONAHUTE/NbHYIO
OUOXMMMYECKYIO AMArHOCTUKY B CAy4ae BbIABNEHWS OT HOPMbl  METO40M Tra3’oBOM
Xpomartorpadpum ¢ Macc-CnekKTpoMeTpueit (Cyxme naTHa KpoBu, Moua)

2. InarHoCTMKy MeToA0M ra3oBOM XpomaTorpadum ¢ Macc-CnekTpoMeTpuen npu NoAo3peHnn Ha
NEepPOKCMCOMHYIO MaToNOrunIo (Nnasma)

3. MonekynapHO-reHeTUYECKY0 ANArHOCTMKY B C/ly4ae BbIABAEHUSA OTKIOHEHMA OT HOPMbI B ABYX
BUOXMMMYECKUX UCCNEO0BAHUAX, BKAKOYAA BaNMAALMIO Ha HOCUTENbCTBO MPU OBHApy»KeHuU
MyTaumn y pebeHKa (cyxne naTHa KPOBM, Le/ibHas KPOBb)

4. TpaHCNoOpPTUPOBKY BUONOrMYecknx obpasLoB.

HactoAawuii MpoToKon pernameHTUpPyeT HanpassieHue 06pasyoB KpoBu Ha aHanus B ®reHY
«MeaUuKo-reHeTUYEeCKUIA HayUYHbIN LLeHTP UMeHU akagemuKka H.MN. boukosa» (Mocksa).

OpraHusauua obcnegoBaHua aeteu

HaCTOFlLLI,Mﬁ NPOTOKO/N1 oOnmncbiBaet OCHOBHbIE 3Tanbl OpPraHU3aunmn O6CJ'I€,CI,OBaHM‘i| p,eTeﬁ
HacnencTtBeHHbIe 6onesHn obmeHa BelecTs. dTanbl opraHmnsauunun O6Cfle,£I,OBaHMﬂ BK/TIIOYAOT:

e OnpepeneHne NokasaHWi K 06cnesoBaHuUIO

e UMHbOpMUMpPOBaAHHOE cornacve naumMeHTa B BO3pacTe cTapwe 15 et M poautenein Ha
nabopaTopHoM obcnesoBaHue

e HanpasneHue Ha obcnesoBaHme

e TexHuyeckume TpeboBaHMe K 3a60py M TPAHCMOPTUPOBKE KPOBM

e BbI30B KypbepcKon cayxobl

e [lonyyeHune pesynbTaTtoB 06Ces0BaHMUA

e KoHcynbTMpoBaHue pebeHKa U/nau ero poauTeneii Nno pesyabtatam obcnegoBaHuA.



LleneBas rpynna

O6cnepoBaHue AOCTYNHO ANA rpaxaaH P®, umewowmx nokasaHMa K obcnegoBaHWo Ha
HacneaCTBEHHble 601e3HM 06MeHa BELLECTB.

lpynnbl nauneHToB, Nnogaexawme obcnefoBaHUIO:
e [letn B Bo3pacTte Ao 18 net, umetowme 1 unm 6onee oCHOBHbIX Kputepues unu 3 n 6onee
AOMNO/IHUTENIbHBIX KpUTEpUEB (KpUTepUM NpUBEAEHbI HUXKE)
e Buonornyeckmne pogutenu aetemn, y KOTOpbIX BblIABAEHbI MyTaLMM B reHax, OTBEYAOLLMX 33
pa3BUTUE HAacNeACTBEHHbIX bone3Hen obmeHa BellecTs

OCHOBHbIEe KNIMHUYECKune Kputepum

v/ BHesanHoe yXy[leHWe KAMHUYECKOTO COCTOAHMA pebeHKa nocie nepuoja HOPMAbHOTO
Pa3BUTUA (CYTKK, Heaenn, Mecsubl):

O OocCTpasA meTabonuyeckasa sHuedanonatma
O HapyleHWa Co3HaHMA (conop, NeTaprus, Koma)
O CyAopOru, Pe3NCTEHTHbIE K aHTUINUAENTUYECKOM Tepanuu
v/ FenaTomeranus (renatocnieHOMeranmnsa) B COYETAHWUM C MOBbLILIEHUEM YPOBHA MEYEHOUHbIX
depmeHToB (ANAT, AcAT) 6onee yem B 1,5 pa3a OT HOpMbI
v' AHOManbHbIi 3aNax Mouu, Tena, yLHOM cepbl
v’ HapyLeHnus pocTa Bosoc, anoneums
v MeTtabonunueckuii aumaos
v’ Tunorakemus
v MNoBbileHWEe KETOHOBbIX TEN B KPOBYM U1 (MAM) Moye
v MHOKeCTBEHHbIE nepesiomeol

v JeTtckasa CMEPTHOCTb B Cembe OT 3aboneBaHui co CXO4HbIMN CMMNTOMaMU

[JononHutenbHblie KpUTEPUN
HeBpOJ'IOI'M‘-IeCKMe CUMMNTOMDI:
3ap,ep>KKa NCUXOMOTOPHOTO pPa3BnUTUA

YTpaTa npMobpeTeHHbIX HaBbIKOB
MbllweYyHana rMnoToHna/rMnepToHmA
Kapgnomunonatua
MeTabonmueckuin ankanos
CHU}KeHMe 3peHun

CHuKeHue cnyxa

DN NI NI N N N RN

YMCTBEHHaA OTCTaNoCTb

JKcTpaHeBpabHble CUMMTOMbI:
v’ 3apepKa pU3MYECKOro pasBUTUA

v/ CpbirMBaHus, pBOTHI

v’ ¥enTyxa HeACHOro reHesa



OCHOBHbIe Yy4acTHUMKK 06cnegoBaHusA

o OIbHY «MeauKo-reHeTUYECKMIN Hay4YHbIN LEHTP MMeHU akagemuKa H.MM. boukosa»
e PervoHasnbHble rocyAapCTBEHHbIE yUPEXOEHNA 340aBOOXPAHEHNA

Bce yyacTHMKM obcnepoBaHMs geTem UM UX  poauTeneir  Ao/KHbl  obecneymBaTb
KOHOMAEHUMANbHOCTb MEeAULIMHCKOM MHOPMaLMK B COOTBETCTBMM C 3aKOHOAATE/IbCTBOM.

Npepcrasutenu ®rbHY «MeaunKo-reHeTUUECKMI HayUYHDbIA LEeHTP MMeHU akagemuka H.I.
bouKkoBa»:
e Kyues Cepreu MBaHOBMY, YneH-Kopp. PAH, anpektop ®IEHY «Meanko-reHeTU4ecKkmi
Hay4YHbIN UEHTP MMeHU akagemuKka H.M. boykoBa» — pyKoBOAUTEb MPOEKTA
e 3axapoBa EKkatepuHa lOpbeBHa, 3aBeaytoluLan nabopatopment HBO OIrEHY «MeaunKo-
reHEeTUYECKUI HaYy4YHbIN LEHTP MMeHM akagemmKka H.M. BoykoBa» - KypaTop NpoeKTa
e bairgakoBa N'annMHa BMKTOPOBHA, K.6.H., B.H.C 1abopaTtopmmn HBEO ®IBEHY «MeauKo-
reHeTUYEeCKMMN HayYHbIM LLeHTP MMeHM akageMunka H.M. boykoBa» — UCNONHUTENb NPOEKTA
¢ KypknHa MapuHa BnagumuposHa, H.c nabopatopmumn HBEO ®TBEHY «MeaunKo-reHeTu4eckuit
Hay4YHbIN LEHTP UMEHU aKageMuKa H.MN. BoukoBa» — MCNoNHUTENb NPOEKTa

CornacosaHue obcnepoBaHus

Ona BKNoyeHUsa B [porpammy HeobxoguMmMo noay4uTb Aob6poBonbHOe WMHPOPMUPOBAHHOE
cornacue oT nauueHta u (Mnm) poautenei (onekKyHa) Ha mMeOUuUyUHCKOe emewamesnscmeo v
06pabomkKy nepcoHanbHbIx OaHHbIX (popMbl NpeacTaBaeHbl B [punoxeHun 1).

ObcnepoBaHne peten O0MKHO MPOBOAWUTLCA B COOTBETCTBUM C TpeboBaHMaMmM DepepanbHOro
3aKkoHa oT 21.11.2011 N323-®3 "O6 ocHoBax OxpaHbl 340pOBbs rparkgaH B Poccuitckomn
depepaunn"; Mpukasa MuHsgpasa Poccum ot 20 gekabpa 2012 r. N1177H «O6 yTBEpXKAEHUU
nopaaKa Aavym MHGOPMMPOBAHHOIO JOH6POBONLHONO COrNACUA HA MeANUMHCKOE BMELLATENbCTBO U
OTKasa OT MeAMUMHCKOro BmellaTeNbCTBa B OTHOLWEHUW onpefesieHHbIX BUAOB MeAULMHCKUX
BMeLwaTennscts, ¢opm UHGOPMUPOBAHHOTO [06POBONLHOrO COrnacMa Ha MeAunUMHCKOoe
BMELATEeNbCTBO M POPM OTKa3za OT MEAMLMHCKOro BMELLATeNbCTBA», 3aperMcTpMpoBaHHOIO B
MuHiocte Poccum 28 uioHa 2013 r. N28924; lMpwukasa MwuH3gpascoupassntna Poccum ot 23
anpens 2012 r. N390H "O6 yrBepxaeHMM [lepeyHa onpegeneHHbX BUAOB MeAUUNHCKUX
BMELLATENbCTB, HAa KOTOpble rpaxaaHe AatT MHGOopmMpoBaHHOe [06POBOALHOE cornacuve npu
BbibOpe Bpaya M MeAMUMHCKON OpraHusaumMmn AnA Noay4yeHUA NepBUYHON MeaUKO-CaHUTAPHOM
nomoln", sapernctpmpoBaHHoro B MuHtocte PO 5 man 2012 r.

MpeaocTaBneHne gob6POBONLHOMO COrnacue rpakAaHuWHa UKW ero 3aKOHHOro NpeacTaBuUTeNns Ha
MeAMUMHCKOE  BMELWaATeNbCTBO - HeobxoauMmoe npeaBapuTenbHoe ycnosue  noboro
MeAMUMHCKOrO BMellaTenbcTBa. MHPopmMpoBaHME cornacve [AOJ/IKHO OCYLLECTBAATLCA Ha
OCHOBaHWW MpPenoCTaBAEHHOW MEANUMHCKMM pPaboTHMKOM B  AOCTyNnHoM d¢opme NonHOM
MHPOPMALMM O LEeNAX, MeTogax OKasaHMA MeAUMUMHCKON MOMOLLM, CBA3AHHOM C HUMM PUCKE,
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BO3MOMHbIX BapWaHTax MeAMUMHCKOro BMeLlaTeNbCTBa, O €ro MNoCNeACTBUAX, a TaKKe o
npeanonaraemMblx pesyabTaTax OKasaHUa MeANLMHCKON NOMOLLM.

MHd)OpMMpOBaHHOG cornacume nognumcbolBaeTcAa NnauneHTom (B BO3pacTe Ctapule 15 J'IeT), oAHUM U3
pOAVITEJ'Ieﬁ NN 3aKOHHbIM NpeacTtaBuTenem, XpaHUTCA B MeAMLI'MHCKO[;i AOKYMEHTaUMNN NayneHTa.
3aKOHHbIMM npeacraBuTenamu pe6eHKa ABNAKOTCA poauTenn, YCblIHOBUTENIN, ONMEKYHbl U
nonevynTenn. Ea6YLLIKM, Aeayukn, 6paTbﬂ, cecTpbl n pgpyrnme poaCTBEHHUKM HE ABNAKOTCA
3aKOHHbIMU npeacTasuTenam, e€cam OHU HE NPU3HAHbl YCbIHOBUTENAMMW, ONEKYHaMU WU
noneynTenAaMmun B yCtTaHOB/IEHHOM NOpPALKE.

Mpasuna 3abopa n gocraBku buomartepmana

Ana nccnepoBaHua merogom TMC HeobxoAMMO HaHECTM Ha chneumnanbHbli GUNBLTP HECKOJIbKO
Kanenb KanWANAPHOM WUAW BEHO3HOM KPOBM, MPU 3TOM Ba*KHO, 4Tobbl 06n1acTb HaHeceHus bbina
PaBHOMEPHO MNPOMNUTaHa KPOBbK HACKBO3b. [NA MCCnefoBaHMA NPUMEHAIOTCA CTaHAAPTHble
¢unbTpbl No 903, ncnonbsyemble ANA NPOBEAEHUA HEOHATA/IbHOTO CKPUHUHIA. 9TM B1aHKK ecTb B
nabopatopuAx NOAMUKANHUK U POALOMOB.

Mocne 3abopa KpoBu GUNLTP HEOBXOAMMO MPOCYWUTb NPU KOMHATHON TemnepaType ABa Yaca.
3aTem BMmecTe C HanpaB/feHWEeM Ha uccnepoBaHuMe GUALTP HYXXHO OTNPaBUTb B nabopaTtoputo.
Echn HeT BO3MOXHOCTM OTNPaBUTb 0Opasubl B AeHb 3abopa, MOMKHO XpaHUTb GUALTPbI B
xonoaunbHuke +4 °C — cemb-AecaTb AHEMN.

CnenyeT OTMETUTb, YTO Ha pe3y/bTaT aHaAu3a BAUAIOT NPOBOAMMAS Ha MOMEHT MUCCIeA0BaHUA
Tepanua (Hanpumep, NpMemM rMUUUHA, MHOY3MOHHAA, B TOM YMcae NpenapaTtamm, CoAepHKalummm
aMUHOKUCNOTbI), @ TaKXKe 3arpA3HEeHWMs KOXKM MaumeHTa (4EeTCKUA Kpem, NPUCLINKM U T. A4.).
Mo3aToMy Ba)KHO TLLATe/IbHO 06paboTaTb KOy pebeHKa nepen B3ATMEM aHa/iM3a M yKasaTb B
HanpaB/IeHMM, KaKyo TePanuio OH Nosay4aer.

Ha ¢unbTpe gonxkHa bbiTb cneayow,an MapKMpoBKa: nedaTHbiMu 6yKkBamu NONHOCTbIO pamunums,
MMA M OTYECTBO NaLUMeHTa, AaTa poxaeHua B popmate A4.MM.IT, gata 3ab6opa Kposu B popmaTe
O0.MMLIT.

Ona OnpeaeneHne ouvyeHb ANAUHHOLENOYEYHbIX XUPHbIX KUCNAOT, U3OMEpPOB XonecTepuHa
(AnarHocTMKa nepoKcMcomHbIx 3abonesaHnin, cuHapoma Cmuta-leman-Onutua) Heobxoammo: 5-
7 MN KPOBW MAUMEHTA M poauTenen (HaTowwak) cobmpatoT B NPOBUPKY € renapuHOM (Kak npasuno,
3e/1eHan KpblwKa). MpobnpKy HE0H6XO0AMMO NAOTHO 3aKPbITb KPLILWKOM U aKKypaTHO NepeBepHyTb
BHM3-BBEPX HECKONbKO pa3. MpobupKy c Kposbto HE B3BA/ITbIBATb, 4TObObl HE BO3HWKNO
remonn3a, NnpobupKy noanuncatb. PekomeHayeTca 3a 3 AHA 40 aHaAM3a He ynoTpebnAaTb B NULLy
H6aHaHbl, opexu, LWOKonaa U cbip. KpoBb nepeBo3nTb B TEpPMOCE C MULLEBLIM NbAOM. KpoBb
AOMIXKHA 6bITb AOCTaBNeHa B labopaToputo He No3xe Yem Yepes 12 yacos nNocne B3ATUA.

Echv KpoBb HEBO3MOMKHO [AOCTaBUTb B TeyeHMe 24 4acoB, HeoHXOAMMO NPOU3BECTM
[LONONHUTENbHbIE MaHUMNYAALMKM C KPOBblO B Nlabopatopun, B KOTOpOW npoBoauTca ee 3abop.
Mocne nepemeluMBaHUA C KOHCEPBAHTOM MPOBUPKY Heobxoammo LeHTpudyrnposatb 10 MUHYT
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npw 1000g. Mocne ueHTpUdyrMpoBaHusa oTobpaTtb Naasmy (Hag0CaAOUHYHO KUAKOCTb) B NPOBMPKY
TMna 3nneHgopd (ecnm BO3MOXKHO, B ABe NpPobupku), He 3aaeBas ocagoKk! [anee KpoBb U
NPo6MPKK ¢ N1a3mMon He0bXoAMMO 3aMOPO3UTb N BO3MOMKHO XpaHUTb npu -20 rpagycax Llenbcus.
OTnpaBnATb Takme ob6pasubl HEOB6X0AMMO B 3aMOPOXKEHHOM BUAE.

Dna onpepeneHne opraHUMYecKMX KUcNoT B mouye metogom X-MC Heobxoaumo: 10-15 mn
YTPEHHEeNn MoumM cobpaTb B YMCTYHO CyXyto NPOOMPKY, NepeBo3nTb B TEPMOCE C MULLEBLIM SIbAOM,
MOYHO 3aMOpa*kMBaTb. He NUTb MHOTO XMAKOCTU Nepes 3abopom bruomartepurana.

Ana OHK-guarHoctMku Heobxoammo: no 2-5 mn KpoBM NauMeHTa M ero poaurtenei cobpatb B
npobupKn c KoHcepBaHTomM DTA (Kak npaBuao, dMoneToBas KpbllKa), HECKO/IbKO Pa3 aKKypaTHO
nepeBepHyYTb NPOBUPKM ANA NepemeLlMBaHNA C KOHCEPBAHTOM, HO He BCTPAXMBATL BO n3berkaHue
remonmusa. lNepeBo3nTb B TepMoOcCe C NULLEBbLIM JIbAOM, MOXXHO 3aMOpPAXKMNBATb.

LlenbHas KpoBb A0/MXKHa BbITb A0CTaBNeHa He no3gHee 7 AHel nocne B3ATUA.

B KOHBEpT AN1A OTNPABKU NOMELLAETCA:

1. ®unbTp C NATHAMM BbICYLLEHHOM KPOBU, MapKUPOBAHHbIN AONXKHbIM 06pa3om

2. WHdpopmupoBaHHblie cornacus (Mpunoxenue 1,2)

3. HanpaBneHue Ha ob6cnegosaHume (MpunoxkexHue 3)

4. AHKeTa C 3aN0/HEHHbIMWU NOAAMM MO KANHUYECKUM KPUTEPUAM CKPUHUHTA (MpunorkeHue 4)

Ecnv otnpasnsatoTca 6uonornyeckme obpasubl cnbcoB n/mam poautenein [ONONHUTENbHO Ha
Hanpas/JeHMM OT PyKM Npocbba nucaTb MHGOPMaLMIO, YTO NALMEHT OTNPABNEH «HA onpeaeneHue
HOCMTENbCTBA» MWW «HA BaAN[ALMIO paHee BblBNIEHHbIX 3amMeH». 0O6A3aTeNbHO YKasblBaTb
CTeneHb poAcTBa.

Aapec gocraBku 06pasu,oB LesibHO KpoBU, GUABTPOB U MOUYM HA aHANU3bI:

115522, MockBa, MocKBopeube 1,
®rbHY «Meanko-reHeTUYEeCKNIA HayuHbIN LEHTP UMEHM akagemumKa H.IN. boukosa», KabuHet 235
C o6sa3aTenbHOM NomeTKoM — «lMarHoCcTUKa B pamkax nporpammol «Anbdpa-IdHa0», poHa KAD»

[na 6ecnnaTHOM AOCTaBKM MOXKHO BOCMO/1b30BaTbCA TPAHCNOPTHOM KOMMNaHuen «Jlor 1A Oan» -
TenedoH +7 (800) 511 87 66 , 3BOHOK No Poccum becnnaTHbIl

TenedoH paboTaeT no cucteme «24/7» - KPYrNOCYTOUHO, 6€3 BbIXOAHbIX

CaiT TpaHCNoOpPTHOM KomMnaHmumM — https://www.logndel.ru/



https://www.logndel.ru/

MonyyeHne pe3ynbTaToOB U KOHCYAbTUPOBaHUE

CpOKM BbINONHEHMA aHAIN30B MOryT BapbupoBaTbea oT 10 aHelt go 45 aHen.

CornacHo poccuMinCKoMy 3aKOHOAATENbCTBY AONXKHO BbiThb 06ecneyeHo NpaBo naumeHTa u/mam ero
poauTenei WAM  3aKOHHbIX MNpeacTaBuTeneil Ha MOAHYy UWHbOpMaLMIO O pesyabTaTax
obcnepoBaHums.

CoTpyaHUKM nabopaTopmm oTNPaBAT pe3ynbTaT ob6cnenoBaHUsA ledalemMy Bpady No 3N1eKTPOHHOM
noyte B COOTBETCTBMM C TpeboBaHMAMM obecneyeHna KOHPUAEHUMANBbHOCTA, @ TaKXKe OCHOBHbIE
peKkoMeHAaumMM no noBoay KOHCYNbTUPOBAHWA MauMeHTa U/WMAM ero poauTeneit UAM 3aKOHHbIX
npeAcTaBuTeIei No NOBOAY NeYeHNs U HabAoAEeHUS NaLMeHTa.

Ecan no Kakon-To NpuyMHe Bpay He NoayyYnn pesynbTaTbl (TAaKOe BO3MOXKHO M3-3a HEAKKYpPaTHOro
3ano/IHEHMA agpeca NoyTbl), Bpayy HeobxoaMmMo NpUCAaTb 3anpoc Ha agpec pernctpatypbl MIHL,
C ykazaHuem ®UO naumeHTa, AaTbl POXKAEHWA, [ATbl OTNpPaBKM OMOMaTepuana M HasBaHue
nccnepoBaHua. Agpec registratura@med-gen.ru
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MpunoxeHune 1

MHPOPMUPOBAHHOE NOBPOBOJIbHOE COIMNMACUE

HA MEOULIMHCKOE BMELWWATENbCTBO U TEHETUYECKOE NCCIIEOOBAHUE

(bammnus, ums, oT4ecTBO)

alpoxa. , 3apPErncTpMpoBaHHbI Mo agpecy:

(appec mecTta xutenbLcTBa)

Aal  MHdopmMypoBaHHoe [06pOBOMbLHOE corflacMe Ha Buabl MEeOWUMHCKMX BMellaTenbCTB, B TOM 4ucne
BKNtOYEHHbIe B [lepeyeHb, yTBepXAEeHHbIN nprka3oM MwuHsgpascoupassutua Poccum ot 23.04.2012 r. N390H
(nanee - lepeyeHb): ANA MOMyYeHUs MNEPBUYHON MELMKO-CaHUTapHON MOMOLUM, NPOBEAEHWE reHeTUYeCKoro
nccneposaHue obpasua Guonorndeckoro marepuana B efepanbHOM rocyAapCTBEHHOM GHOAKETHOM HayyYHOM
yypexaeHnn «Meamko-reHeTUYECKNIN HayYHbIN LIeHTp nMeHn akagemuka H.MN.boukosay (PrBHY «MIHL»)

Mue

(Pamunus, nms, oT4eCTBO, AaTa POXOEHUS)

Moewmy pebeHky (oeTsm)/onekaemomy nuuy (nuuam)

(Pamunus, nms, oT4eCTBO, AaTa POXOEHUS)

C uenbio

A nonyunn (a) oT MeaMUMHCKOro paboTHUKa MHOPMaLIMIO O FEHETUYECKOM UCCNea0oBaHNM, B TOM YMCIe O Lenu
nccrnefoBaHns, ero MHGOPMaTUBHOCTM, BEPOSITHOCTU MOSlyYeHWUS NpPaBWUMbHOIO peayfbTaTta W BO3MOXHbIX
nocrneacTeus uUccrnegoBaHust (B TOM 4YuCrie, O pucCkax W BO3MOXHOCTM NPaKTU4ECKOro MWCMofb30BaHue
pe3ynbTaToB) AN MeHs, Moero pebeHka (onekaeMoro nuua) u NoHsAMN(a) ee cogepxaHuve.

Mo HeoGXOAMMOCTM MPOBEAEHMS UCCMEeAoBaHUA (XPOMOCOMHbI MUKPOMAaTPUYHLIA aHanus, BoigeneHne OHK ua
napacduHoBbIx GrokoB u T.4.) OnepaTop nepepaeT obpasel, GuomaTepvana B Apyroe MeaULMHCKOe, HayyHo-
nccrefoBaternbckoe, 06pasoBaTenbHOe Y4ypeXaeHWe C COXpaHeHUEM KOH(MOEHUMANbHOCTN NepCOoHanbHbIX
JaHHbIX.

£ B 4OCTYNHOWM AN MeHsi hopme Monyynn (a) pasbsCHEHUS O TOM, YTO S UMEIo MPaBO OTKa3aTbCsA OT OAHOMO MNK
HECKOJbKUX BMOOB MEAMUMHCKMX BMELLATENbCTB, B TOM YMCMEe BKIMOYEHHbIX B MNepeyeHb, unu notpeboBaTb ero
(Mx) NpekpalLeHunsi, a Takke O BO3MOXHbIX MOCNEACTBMSIX MOEro OTKasa OT BbllleyKasaHHbIX BUAOB MeAVLMHCKUX
BMELLATENbCTB, B TOM YNCHE BKIOYEHHBIX B [NepeyeHs.

A nponHdopMMpoBaH B COOTBETCTBMM C NyHKTOM 9 cTaTbm 21 ®egepanbHoro 3akoHa ot 21 Hos6pa 2011 r Ne
323-03 «O6 ocHoBax oOxpaHbl 300poBbsA rpaxgaH B Poccuinckon degepaumm» O BO3MOXHOM y4yacTum
cneumanucTos, obyyatowmuxca B PrEHY «MIMHL» B pamkax nporpaMmMbl NpakTU4eCcKor NoAroTOBKM 00y4YatoLLmMxcs
no npodeccuoHanbHbiM 06pasoBaTenbHbIM NPorpaMmamM MeAvLUHCKOro 06pasoBaHusi, B OkazaHuM MHe (Moemy
pebeHky Nnbo onekaeMomy nuLy) MEOULIMHCKON NMOMOLLM, 1 O MOEM MNpaBe OTKa3aTbCHA OT yyYacTusa obyvarowmuxcs
CneumanucToB B OKa3aHUN MEANLMHCKON MOMOLLM MHe (MoeMy pebeHKy Nnbo onekaeMomy nuuy).

A pato cBoe cornacve Ha yvactue cneuuanuctoB, obydatowmxcs B ®FBHY «MIMHLU» B pamkax nporpammebl
MPaKTU4eCKOW NOAroTOBKN Bpavyen-reHeTUKOB B OKasdaHnM MHe/MoeMy pebeHKy (onekaemMomy nuuy) MeavLuHCKON
MOMOLLIN.
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A nmen (a) BO3MOXHOCTb 3a4aTb BCE MHTEPECYHLIME MEHSI BOMPOCHI M nonyynn (a) yooBneTBOpMBLUME MEHS
OTBETbI. Y MeHs1 ObINo0 [OCTaTOMHO BpPEMEHW AONS MPUHATUS pewleHus. lognucbiBas AaHHbIA OOKYMEHT, S
cornawlarch Ha TO, YTO FreHeTM4eckoe uccregoBanve byaet BbinonHeHo B PrBEHY «MIHL» (115522, r.Mockea,
yn. MockBopeube, 4. 1).

Sl noHumalw, 4YTo BO BpeMs BMellaTenbCTBa WU MOCMe HEero MOryT MOSIBUTLCA HenpeaBuOeHHble paHee
HebnaronpusaTHble 06CTOATENLCTBA, @ TakKe MOTYT BO3HUKHYTb OCIOXHEHUS. [py 9TOM MeauLMHCKME paBoTHUKM
[AenatT Bce BO3MOXHOEe AN NpeaoTBPalleHUs BO3MOXHbLIX OCMOXHEHWUA B COOTBETCTBUM C OEWCTBYIOLLMMM
nopsaKkaMun U cTaHaapTamy okasaHus MeaMLMHCKON MOMOLLM.

A npepynpexaeH, YTO HEBbIMOSIHEHWE B NOTHOM OGbEMe BCeX pekoMeHAauuin MeanLUMHCKOro paboTHMKa MOXET
ObITb NPUYNHON OCINOXHEHMI U HEBNAronpUATHBLIX NOCNEACTBUI MEAULMHCKOrO BMELLATeNbCTBA.

A cornaceH (BblYEpPKHYTb HEHYXHOE):

- nonyynTb UHOPMAaLMIO O pe3yrnbTaTax FreHeTUYECKOro NCCneoBaHus;

- Ha xpaHeHue obpasua Moero Guomnormyeckoro mMaTtepuana (obpasua moero pebeHka) B 6uobanke PrEHY
«MIHUy;

- Ha npepocTaBrieHne pesynbTaTtoB uccneaosaHus (nogyepkHyTh): { } Tonbko MHe { } moemy nevaiiemy Bpady

- Ha nepegadyy WHPOPMaLMM O COCTOSHUM MOero 340poBbA (Moero pebeHka nmbo onekaemoro nuvua)
crneayoLwmM nuuam:

(Pamunus, nms, oT4ECTBO, AaTa POXKAEHUS)

(Pamunus, nms, oT4eCTBO, AaTa PoOXKAEHUS)

- Ha ncnomnb3oBaHWe pe3ynbTaToB reHeTUYEeCKoro uccrefoBaHMs Moux (Moero pebeHka nubo onekaemoe nuLo)
B MccrnegoBaTenbCkux Unum obpasoBaTtenbHbIX Lenax (B TOM Yucne B HayyHbIX Nybnukaumsax), npyu ycrnoBuum, 4To
3TO He NPUBEAET K PACKPbITMIO NIMYHON UHGOPMaLUmM 060 MHe unu moem pebeHke nMbo onekaemMom nuue;

- Ha npepocTaBrieHve AOMONHUTENbHON WHAOPMAaLUM U YTOYHEHWUS] AaHHbIX MeOULMHCKUMWU paboTHMKaMu
®IreHY «MIrHL»;

A mory uamMeHuTb CBOe MHEHWE MO O4HOMY WUIM BCEM MyHKTaM B No6oe BpeMsi M OoTo3BaThb corrnacue
nyteMm Hanpasnexus B agpec ®IEHY «MIHL» cooTBeTCTBYIOLEr0O MMCbMEHHOrO AOKYMEHTa No noyte, nmMbo no
3NEKTPOHHOM novTe mgnc@med-gen.ru, NMbo nyTem BpydeHus ero nmyHo npeacrasutento PreHY «MIMHLy.

damunus, Uva, OtyecTBO

/ (noanwucek)

TenedoH E-mail:

A pPa3bACHUIN yCrnosua nposeeHna nccnenosaHna nauueHTy (ero 3aKOHHOMY I'IpeLI,CTaBVITeJ'I}O) M OTBETUI Ha BCe
3a[aHHble.

MeauumHcknii paboTHUK

/ (noanwucek)

(mormkHocTe/Pamunua 1.0.)

Aata opopMIeHNst « » 20 r.
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Mpunoxexue 2
AOBPOBOJIbHOE MH®POPMUPOBAHHOE COITIACUE

Ha O6p360TKy nepcoHanbHbIX AaHHbIX

A,

(Pamunung, nmsi, oT4ECTBO)
olpoxa. , macnopr cepusi HOMeEp ,
KeM BblaaH ;
Korga BblgaH , Ko, nogpasgeneHus ,

npoxuBatoLmi(ast) Nno agpecy:

B COOTBETCTBUM C TpeboBaHusimu ctatb 9 PepepanbHoro 3akoHa "O nepcoHanbHbIX AaHHbIX" oT 27.07.2006
N152 - ®3, ctatbu 13 ®egepanbHoro 3akoHa ot 21.11.2011 N 323-¢3 "O6 ocHoBax 0xpaHbl 300POBbs rpaXaaH B
Po" OAKOD OOBPOBOJIbBHOE COITIACUE Ha o6paboTtky ®depepanbHbiM TOCy4apCTBEHHBIM OOMKETHBLIM
Hay4HbIM yypexgeHveM «Meguko-reHeTUYECKUA HayYHbIN LeHTp nMmeHn akagemuka H.IM.BodkoBa» (115522, r.
Mockea, yn. Mockeopeube, 4. 1) (ganee - Onepatop) MOMX MEPCOHarbHbIX OaHHbIX, NMEPCOHAaNbHbIX AaHHbIX
Moero pebeHka (onekaemoro nuua) (HeHy>XHoe 3a4epKHYTb)

(Pamunug, nms, oT4ECTBO),

BKNtOYaoWmx: amunuio, MMs, OTYECTBO, NOM, AaTy POXAEHWUs, agpec MeCTa >XUTEMbCTBA, KOHTaKTHbIE
TenedoHbl, PeKBU3UTbI Mnacnopta (OOKYMEHTa yOOCTOBEPEHMS NMYHOCTW, B TOM 4MCNEe CBMAETENbCTBA O
poxaeHun), pekeuautbl nonuca OMC/OMC, cTpaxoBo HOMeEpP MHAUBUMAYaANbHOMO NMLEeBoro cyeta B [NeHCUOHHOM
doHge Poccunm (CHWIC), mecto paboThbl, y4ebbl, JaHHbIE O COCTOSIHAM 340POBbsl, 3ab0neBaHusX, Criyyasix
obpalleHna 3a MeaMuUMHCKON MOMOLBKD U Apyryto uHdopmauuio (dotorpadum n Bugeomatepuansl, CMA) - B
MeaMKo-NPOMUNaKTUYECKUX Lensx, B Lensax yCTaHOBNEeHUs MeAULMHCKOro AMarHosa U okasaHWs MeOWLMHCKON
MOMOLUM (MEANUMHCKUX YCIYr MO AOroBOPY), OCYLLECTBMAEHNS MHbIX, CBA3aHHbLIX C 3TUM MEpPONpUATUI, a Takke B
Luensx opraHu3auum BHyTpeHHero ydyeta OnepaTtopa, B npouecce okadaHus OnepaTtopom MHe/ mMoeMy pebeHKy
(onekaemomy nuy) MeauLMHCKON NOMOLLUM (MeAMLMHCKUX YCAYr No 4OroBopy).

A NPEOOCTABJIAKO TMNPABO meguuuHckmm paboTHvkam (Bpayam, CpegHeMy MeAUUMHCKOMY nepcoHany)
nepefaBaTb MOV MEPCOHarnbHble AaHHble/nepcoHanbHble AaHHble Moero pebeHka nNMbo onekaeMoro nuua, B ToM
yncne cocTaBnsiiolme BpadebHyto TaHy, ApYrMM OOMKHOCTHLIM nuuam OnepaTtopa B UHTepecax obcneaoBaHus,
neyeHnsi M BHyTpeHHero ydyeta OnepaTtopa, a TakKe opraHusauusM, BbICTyNawWMMU 6GnaroTBopUTENsMU
OnepaTopa no peanusyemMbiM NocrnegHMM HeKoOMMepYeckum npoekTam. lNepegaya nepcoHanbHbIX OaHHBIX UHbIM
nMuam Unm NHoe Mx pasrnalleHne MOXeT OCYLLECTBASTLCA TOMbKO C MOEro MMCbMEHHOrO Cornacus.

A MPEOOCTABNAKO OMNEPATOPY MNPABO OCYLECTBJIATH Bce genctBus ¢ nepcoHanbHbIMU LAHHBIMM,
BKMovas cbop, cuctemaTumsaunio, HakonmneHe, XxpaHeHne, 06HOBMNEHWE, U3MEHEHWNE, UCMONb30BaHKe, nepeaady
(B CTpaxoByld MEAMUMHCKYID OpraHusauuio, OpraHvM3aumio - 3aka3uuMka MeAVMLMHCKMX YCnyr B paMkax
3aKMYEHHbIX OOroBOPOB, OpraHv3auuu, BbICTynawowmmu 6Gnarotsoputenamm Onepatopa Mo peanu3yembiM
nocnegHNM HEKOMMEPYECKUM MPOEKTaM C BO3MOXHOCTbLIO MX MyOnuKauum B OTKPbITbIX UCTOYHMKAX, OpraHmM3aumm,
OCYLLECTBISALMMN JOCTaBKy OBMONOrMYeckMx matepuanoB ANns AMarHocTukm), obesnuumBaHune, GnokuposaHue,
YHUYTOXEHME.

OlMNEPATOP UMEET MNPABO obpabatbiBaTb NepcoHarnbHble AaHHblE NOCPEACTBOM BHECEHUSA UX B 3MEKTPOHHYHO
6a3y [OaHHbIX, BKMYEHWSs B CNMCKM (peecTpbl) M OTYETHble POPMbl, MPEdYCMOTPEHHblE OOKYMEHTaMMu,
pernameHTUpyLWUMN NpeaoCcTaBrieHne OTYETHbIX AaHHbIX (OokymeHToB) no gorosopy OMC/OMC, gorosopy
oKasaHusa NnaTHbIX MeOULMHCKUX YCIyT; OCYLLECTBNATL 0OOMeH (NpuemM 1 nepeaady) nepcoHanbHbIMU aHHBIMU CO
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CTPaxoBOW MeAMLIMHCKOW OpraHusauunen, opraHnsaumen - 3aka3ymkoMm MeaWUMHCKUX YCRyr, AOroBOpy oKasaHus
NnaTHbIX MEAULMHCKMX YCIyr, OopraHusauumsm, BeicTynatwwmmm 6narotsoputensmm Onepartopa no peanusyemMbim
NOCNeaHNM HEKOMMEPYECKUM MNpOeKTaM, OpraHusauusM, OCYLUEeCTBMSIOWMM  [OCTaBKy —Gronornieckmx
mMaTepuanos Ans AUarHOCTMKW, C UCMONb30BaHWEM 3NEKTPOHHbIX HOcUTenen MHopmaumu, No KaHanam CBA3W U
(vnn) pokymeHTOB Ha OyMaxHbIX HocuTensx, ¢ cobniogeHvem wMep, obecneyvBalolMX WX 3awuTy OT
HeCcaHKUMOHMPOBaHHOMO JocTyna, 6e3 cneunanbHOro yBeAoMeHns MeHs 06 3ToM, Npu YCnoBun, YTO UX NpUeM u
0bpaboTka OyayT ocyLleCcTBAATLCA NULIOM, 00513@aHHBIM COXpaHATb NpPodeccnoHarnbHyo (Cny>KebHy0) TanHy.

OMNEPATOP BIMPABE OCYLWECTBJIATb cnegytowme cnocobbel 06paboTkM NepcoHanbHbIX AaHHbIX: Ha
OyMaxHbIX HOCUTENSX, B WMH(OPMAaUMOHHBLIX CUCTEMAx MEepPCOHamnbHbIX AaHHbIX C UCMONb3oBaHWeM U 6e3
MCMonb30BaHWs CpeACcTB aBTOMaTU3aLUmm, a Takke CMeLlaHHbIM CnocoboM.

A yBegomneH, 4TO npu nepedadye GuonorMyeckoro Martepuana B Apyroe  MeAMUMHCKOe, HayyHo-
nccnegosaTtenbckoe, obGpasoBaTefibHoe YydpexaeHue ONna MNpoBedeHUs UcCrnefoBaHUs KOHUAEHUMAanbHOCTb
nepcoHarnbHbIX AaHHBIX COXpaHAETCS.

A OAKO COIMMACUE / HE JAKO COITIACUE (HeHyxHoe 3a4vepkHyTb) OnepaTopy Ha wuUCNonb3oBaHWe
NepcoHanbHbIX AaHHbIX B LENsX MHPOPMMPOBaHWA MEHS C MOMOLLbIO CPeACTB CBSA3W MyTEM MEPECHINKA MHe
SMS-coobLeHnin: HanoMnHaHMe O 3anncu Ha nNpuem K Cneumanucty Wnn uccnegoBaHue (Ha yKasaHHbI MHOW
HoMep Mob6unbHoro TenedoHa), Ha Mepecbinky MWHMOPMALUMM O COCTOSIHUM 340pOBbs  (pesynbTaTax
obcnenoBaHus U Ap.) Yepe3 He3allMLUeHHbIe KaHarbl CBSi3W (SNEKTPOHHasi noyTa), Ans 4Yero co6CTBEHHOPYYHO
NULLY aapec 3NeKTPOHHON MOYThbl 1 TenedoH, Ha KOTOPLIN pa3peLlato BbiChiNaTh AaHHbIE O COCTOSIHAN 3[10POBbSI U
WHble CBeAEeHUs:

E-mail: TenedoH

HACTOALLEE COITIACUE perictByeT 6€CCpOYHO, M MOXKET ObiTb OTO3BAHO MHOK MyTEM HanpaBneHust B agpec
OnepaTopa COOTBETCTBYIOLLErO MUCBMEHHOIO AOKYMEHTa (MO noyTe 3aka3HbiM MUCbMOM C YBEAOMIIEHWEM O
BpyYeHun) nnubo nyTem BpyveHMs NMYHO Nog pacnucky npeactasuTento OnepaTopa.

Moanucek / /
(Pamnnus N.0.)

[ara: « » 20 r.

CBe,quvm B 3JIEKTPOHHYHO 6a3y AaHHbIX BHECEHbI:

OnepaTtop:

(gomkHocTb, Pamunua 1.0.) noanucb
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MpunoxeHune 3

HanpaBneHune Ha cenekTuBHbIA CKPUHUHI HBEO
LUtamn meamumMHCKon opraHnsaumm

L lMonHoe HaumeHoBaHWE MeLULIMHCKON opraHunsauumn

e OtpeneHne

e  damunus, ums, oT4eCTBO pebeHka:

e [laTta poxgeHus (4ncno, Mecsil, rog) « » 20 r.

e [lon pebeHka (MOOYEPKHYTb) MYXCKOW / JKEHCKUI

e«  Homep ambynatopHo kapTbl/McTopum 6onesHm

e [wnarHos

e Aapec npoxuBaHus/npebbiBaHUsA poantenen

e  JloHOLWEHHOCTb (NOAYEPKHYTb) JOHOLUEHHbIV / HEAOHOLLEHHbIN (Hepens 6epemeHHOCTN)

e  BckapmnvBaHue (NogYepKHYTb) eCTECTBEHHOE / UCKYCCTBEHHOE (Ha3BaHue cmecm)

e Hanuuue xentyxu (nogyepkHyTb) Aa/ HeT

e [laTa n BpeMmsi 3ab6opa KpoBU « » 20 r. u. MUWH

KpuTtepum ans HanpaBneHusi Ha cenekTUBHbIA CKPpUHUHI HBO (oTMeTUTL uMetolymecs):

OCHOBHBIE OONMONHUTENbHbIE
e BHesanHoe yxyaLweHne KnMHUYeCcKoro COCTOSIHMS HeBponoruyeckne CMMMATOMBI:
pebeHka nocne nepnoga HoOpMasnbHOro pasBuTKA e 3agepxka NCMXOMOTOPHOIO pasBMTUSA
(cyTkun, Hegenu, mecsubl), 8 UMEHHO: e YTpaTa NnpuobpeTeHHbIX HAaBLIKOB
* ocTpasi meTabonuyeckasi aHUedanonarus ¢ MbiweyHas rmMnoToHUSA/rMNepToHMA
e HapyLUeHUs co3HaHus (conop, etaprus, koma) e Kapguomuonatus
e CyOoporu, pe3nCTEHTHbIE K aHTUANUMIENTUYECKOM o MeTabonunyeckuii ankanos
Tepanuun o CHwxXeHue 3peHus
e [enatomeranus (renatocnyeHoMeranus) B cCoMeTaHum e CHuxeHune cnyxa
C NOBbLILLIEHNEM YPOBHS NEYEHOUHbLIX (PEPMEHTOB e YMCTBEHHAas OTCTanocTb
(AnAT, AcAT) bonee yem B 1,5 pasa OoT HOpMbI
e AHOManbHbLIN 3aMax Mouu, Tena, YLIJH017I cepbl 3KCTpaHeBpaanb|e CUMIMTOMBbI:
 Hapywenns pocTa Bosoc, anoneums * 3agepxkka PrU3MHECKOro pa3BUTUS
e MeTabonunyeckuin aumgos o CpbIrMBaHNs, PBOTHI
e [unornvkemua e XenTtyxa HesicHOro reHesa
o [loBbilWeHNE KETOHOBLIX TEN B KPOBU U/UNN MOYe
¢ MHOXEeCTBEHHbIE NEPENOMbI
e [leTckasi CMepPTHOCTb B ceMbe OT 3aborneBaHuii co
CXOAHbIMW CUMITOMaMM
Jlevawwmin Bpay (®UNO0):
OneKTpoHHas noyTa: TenedoH:
Jata « » 20 T Moanuce:
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Mpunoxexne 4
AHKeTa nauueHTa

>ono

[arta poxgeHuns « » 20 r.

OCHOBHbIe KIIMHUYECKUe KpuTepunm AnA npoBeAeHUSs CKPUHUHIa MeToAoM
TaHAEeMHOMW Macc-CNeKTpoMeTpuun (aHanM3 aMMHOKUCIIOT U auUIIKapHUTUHOB):
e BHeszanHoe yxyglleHMe KIMHMYECKOro COCTOsiHMS pebeHka nocrne nepuoga HOpManbHOro
pas3BuTUsS (CyTKKU, Heaenun, Mecsubl):
e ocTpas meTabonuyeckasa sHuedanonaTns
e HapylweHus Co3HaHus (comnop, neTaprus, kKoma)
e Cy[oporu, Pe3nUCTEHTHbIE K aHTUANUIEeNTUYEeCKON Tepanum
e [enaTomeranusi (renaTocnfieHomeranusi) B COMETAaHMU C MOBLILLEHNEM YPOBHSI NMEYEHOYHbIX
depmeHTOB (AnAT, AcAT) Gonee yem B 1,5 pasa oT HOPMbI
e AHOManbHbIN 3anax MoYu, Tena, YLWHOW cepbl
e HapyweHuns pocTta Bonoc, anoneuus
¢ MeTabonuyeckun aunagos
e [vnornukemus
o [loBbillEHNE KETOHOBbLIX TEM B KPOBU U (M) MOYe
o MHOXECTBEHHbIE NEPESIOMbI
e [leTckas CMEpPTHOCTb B CEMbe OT 3aboneBaHuii CO CXO4HbIMU CUMMNTOMaMM

AdononHutenbHble KPUTEPUM:

HeBponornyeckne cMMnNTOMbI:

o 3ageprkka NCUXOMOTOPHOrO pasBUTHS
o YTpaTa npnobpeTeHHbIX HaBbIKOB

o MblileyHas rMNOTOHUS/TMNEPTOHUS

e Kapgvomuonatus

e MeTabonuyeckuit ankanos

o CHwKeHue 3peHus

o CHwkeHue cnyxa

e YMCTBEHHas OTCTanocTb

OkcTpaHeBparbHble CUMMTOMbI:

e 3apepxkka umanyeckoro passutus
¢ CpbirvBaHus, pBOThI

¢ XenTtyxa HeAAICHOro reHesa
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