MpoToKon opraHM3auum obcneposaHusa
AeTen Ha HacneacTBeHHble 60s1e3Hu
obmeHa BewiecTB




BeepgeHue

HacnepctBeHHble 6one3Hn obmeHa Bewects (HBO) BkntoyatoT 60onee 700 Ho30/10rMYECKMX opM.
KnuHnuyeckune npoasneHuna HBEO He Bceraa cneunduyHbl U HaanYme 601bLLIOIO YNCNA FeHO-U PeHo
Konuih ABnaeTcA OOBEKTMBHOW MPUYMHOWM  3aTPYAHAIOWEN TOYHY  AMArHOCTUKY  3TUX
3aboneBaHnit. WMHorga 3Tu 3aboneBaHMA NPOTEKAKT MOoA MAcKoW MHPEKUMOHHbIX BonesHen,
OEeTCKoro uepebpanbHOro napanuya, anunencun. MHorve 60nbHble, He MOJly4MB BOBpPeEMA
NpPaBUNbHbLIA ANArHO3 M COOTBETCTBYIOLLEE /SleYeHne, NornbatoT. B cembsx, NOCKONbKY 60Ne3HU
HacneaCTBEHHbIE, 3TU C/y4anm MOFYT MOBTOPATbCA, U POAUTENN TEPAKOT HECKONbKO AeTei. ITo
0CODOEHHO TPArMyHoO C Y4€TOM TOr0, YTO HEKOTOpPbLIE M3 BonesHel obMeHa MOXKHO ieunTb. OgHUM
M3 NoAXoAoB K NoBbiweHUo 3¢deKTUBHOCTM BbiaBaeHMAa HBO ABnAeTca co3gaHue nporpamm
CEeNEKTUBHOIO CKpuHUHra. CyTb [AaHHbIX Nporpamm 3aKaw4vaeTcs B ob6cnegoBaHUM rpynnbl
naumMeHToB, OTOOPAHHbLIX HA OCHOBAHWUW KAMHUYECKUX KPUTEPUEB, C WCMNOJIb30BaHMEM
onpeaeneHHoro Habopa ckpuHUpytowmx TectoB. CeneKkTUBHbIN CKPpUHUHT (CCK) Ha HBO BKatovaeT
2 stana: 1. Mcnonb3oBaHMe MNpPOCTbIX TECTOB AO/1A BbIAB/NIEHWA MAaUWMEHTOB C MpegnoJsiaraembim
HapyweHnem MmeTabonmama 2. [puMMeHeHMe chneumanbHblX MeTO40B MNOATBEPKAALLEN
OMNarHOCTUKMN.

CCK ponrve roapl npeactasnsan cobon Habop KayecCTBEHHbIX U MONYKONNYECTBEHHbIX TECTOB C
MOYOM, MO3BOAAOLLMX 3aN0403PUTb 0K00 15 pasnmyHbix dopm HBO. 3K TecTbl 4OBONBLHO YacTo
OA0T NIOXKHONONOXKUTENbHbIE pe3yabTaTbl U HE MHGOPMATUBHBI ANA HEKOTOPbLIX HO30/10MMYECKUX
¢opm HBO. B nocnegHue rogbl gna CENEKTUBHOIO M MACCOBOIO CKPUHMHIA NPUMEHSIIOT MEeTos,
TaHAemHoM Mmacc-cnektpomeTtpun (TMC). [ns maccoBbix uccnegoBaHun TMC — oauH wu3
ONTMManbHbIX MNOAXOA0B, TaK KaK BO3MOMHO ObICTpOE, KO/NMYEeCTBEHHOE onpeaeneHue
COeaMHEHUN, MApPKUpyWMX pasanyHble rpynnbl HBO B MUWKpokonuyectsax 6uonornyeckoro
matepuana u cebectoMmMocTb OAHOrO aHanM3a ropasgo HUXKe, 4Yem npu Apyrnx ¢GusmKo-
XMMUYECKUX meToaax. BozmorkHocTn TMC He TO/MIbKO MepeKpbiBAOT, HO M PaCLUIMPAOT CAEeKTp
OMArHOCTUPYEMbIX MPWU KauyeCTBEHHbIX TeCTAaX C MO4YOi 3aboneBaHu, Npu 3TOM 3PPEKTUBHOCTb
OVArHOCTMKKM ropaszo Bbiwe. O4HAKo, NoYTK Bcerga AnAa BepuduKaumm amarHosa Heobxoammeol
O0MONHUTEIbHbIE NOATBEPXKAatoWne MeToabl.

Lenbto nporpammbl ABNAETCA paclumpeHne cnekTpa sbiasadembix popm HBO 3a cuet gononHeHue
nporpammbl  CCK  BbICOKOTEXHONOTMYHbIMKM  METOAaMM, TaKMMKU KakK TaHAemMHasa Mmacc
CNEKTPOMETPMUSA, OLLEHKA YaCTOTbl BCTPEYAEMOCTU N TEKYLLAA AMArHOCTUKA 3aboneBaHunii M3 Knacca
OpraHWYeCcKUX auuaypuin, amuHoaumaonatuii, AedeKTOoB MUTOXOHAPUANIbHOIO [-OKUCAEHUSA
cpegu nNauveHTOB AETCKMX MCUXOHEBPONIOTUMYECKUX  OTAEeNeHUMN, OTAENEeHUN peaHMmauuu u
WHTEHCMBHOM Tepanuu, racTPoO3HETPONIOrMN, SHAOKPUHONOTUM U UHPEKLMOHHDLIX OTAENEHUN U
KOHCY/NbTaTUBHOro npuema cneuymannctos FAY3 «OPKE M3PT» m MIK TAY3 «PKbE M3PT».
MposeaeHne CC UMEHHO cpeam 3TOro KOHTUHIreHTa 60/IbHbIX HE ClYy4aNHO, TaK KaK nogasastoLLee
60nbwnHCcTBO HEO M3 BbIWEYNOMAHYTbIX KAacCOB NPOTEKAET C MOParKEHNMEM HEPBHOWM CUCTEMBI,
MOryT COMPOBOXAATbCA MNOpaxeHuem neyeHU U MmeTb mameHeHua B KLLUC, conposoxaaTbca
NPUCTYNammn rMNorIMKEMUK, MAaCKMPOBATLCA NOA, UHPEKUMOHHbIE 3aboneBaHuMA.



B pamkax 6narotBopuTenbHOM Nporpammbl 6€3B03Me34HO NpoBoAUTCA 0bcneaoBaHne AeTel Ha

3a60/1eBaHKsA, BXOAALME B FPYynny HacneAcTBeHHbIX 6onesHelt obmeHa BelwecTs

Hacroawwmi MpoToKon pernameHTMpyeT HanpaBaeHue 06pasL,oB KpoBU Ha aHanu3 B PrHY
«MeAaUuKo-reHeTU4EeCKUA HayuHbIi LeHTP umeHu akagemuka H.MN. boukosa» (Mocksa).

OpraHusauua obcnepoBaHua gereiu

HacToAawMmir NpOTOKO/N OMNWUCbIBAaeT OCHOBHble 3Tanbl OpraHusauum obcnesoBaHus geten
Hac/nenCcTBeHHble 601e3HN 06MeHa BelecTB. ITanbl OpraHM3aunmn obcies0BaHMA BKIKOYAIOT:

e OnpepgeneHune NokasaHUi K obcnenoBaHNIO

e UMNHbOpMMpPOBAHHOE cornacvMe naumMeHTa B BO3pacTe cTapwe 15 ner u pogutenen Ha
nabopartopHon obcnenoBaHue

e HanpasneHue Ha o6cnegoBaHue

e TexHuyeckue TpeboBaHMe K 3a60py M TPAHCMOPTUPOBKE KPOBM

e BbI30B KypbepCcKOM C/yKObI

e [lonyyeHue pesynbtaToB obcnesoBaHUA

e KoHcynbTupoBaHue pebeHKa u/mam ero poauteneit no pesyabratam obcienoBaHmA.

LleneBas rpynna

O6CI'IEAOBaHVIe AOCTYyNHO AnAa rpaxaaH PO, MMeruwnx nokKasaHmAa K O6Cl'le,D,OBaHVIPO Ha
HacneacTtBeHHbIE 6one3Hn obmeHa BelwecTs.

lpynnbl NAUMeHTOB, NoANexKalmne obcnesoBaHmMo:
e [leTn B BO3pacTe 4o 18 net
e [laumeHTbl, umewwme 1 wanm 6onee OCHOBHbLIX Kputepues wan 3 u  bonee
OONOJIHUTE/IbHDBIX KpUTepues (KpUTEPUN NpUBEAEHbI HUXKE)

OCHOBHbIE KIMHUYeCcKue Kputepuun
v BHe3anHoe yxyAlWeHWe KAMHUYECKOro COCTOAHMA pebeHKka nocie nepuoga HOPManbHOro
pa3BUTUA (CYTKM, Hegenn, Mecsaubl):
O 0cCTpaa meTabonumyeckasa sHuedanonatma
O HapyweHuA co3HaHuA (conop, neTaprus, Koma)
O CYyA0pOru, pe3nUCTEHTHbIE K aHTUINUAENTUYECKOW Tepanum
v’ Tenatomeranua (renatocnjieHoMeranna) B COYETaHUW C MOBbILEHUEM YPOBHA MEYEHOYHbIX
depmeHToB (ANAT, ACAT) 6onee yem B 1,5 pasa OT HOpMbI
v AHOMa/IbHbIM 3anax Mouu, Tena, yLHOW cepbl
v’ HapyleHuns pocTa BosIOC, anoneums
v' MeTtabonnyeckuin aumaos
v Tunornnkemms
v/ MNoBblIlWEHME KETOHOBbIX TEN B KPOBY U (M11) MoYe
v’ MHO3KeCTBEHHble nepesiombi

4 JeTckas CMEPTHOCTb B Cembe OT 3aboneBaHnii co CXO4HbIMUN CMMNTOMaMU
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JdononHutenbHble KpuUtepuun
HEBpOHOFM‘-IeCKVIe CMMNTOMbDI:
3aaepKKa NCMXOMOTOPHOIO Pa3BUTUA

YTpaTa npnobpeTeHHbIX HaBbIKOB
MblWweyHan rMnoToHUs/rMnepToHnA
KapanomuonaTtusa
MeTabonnyeckuii ankanos
CHUKeHue 3peHusn

CHuKeHue cnyxa

N N N N N RN

YMCTBEHHaA OTCTaNoCTb

IKCTpaHeBpaNbHble CUMMNTOMbI:
v 3apgepskKa GpM3nYecKoro passutus

v’ CpbIrMBaHus, pBoTbl
v ¥entyxa HeACHOro reHesa

OCHOBHbIe y4aCTHUMKK 06cnenoBaHus

o OIBHY «MeAuKo-reHeTUYECKMI HAaYYHbIN LEeHTP UMeHM akagemmka H.MN. boukosa»
e PernoHanbHble rocyAapCcTBEHHbIE yYpEXAeHNA 34PaBOOXPAHEHNA

Bce yuyacTHUMKM obcnepoBaHus  geTeld  [AONXKHbI  obecneumBaTb  KOHOUAEHUMANbHOCTb
MeANLMHCKON MHPOPMaLUM B COOTBETCTBUM C 3aKOHOAATE/IbCTBOM.

Mpeacrasutenn ®reHY «MeauKo-reHeTUYECKUIA Hay4YHbIM LLEHTP MMEHU akagemuKa H.M.
boukoBa»:
e Kyues Cepreit UBaHOBMY, YneH-kopp. PAMH, gupektop ®TBEHY «MeauKo-reHeTuyeckuia
HaY4YHbIN LEHTP MMeHM akagemumKka H.IM. boykoBa» — pyKoBoAUTENb NPOEKTa
e 3axaposa EKkatepuHa lOpbeBHa, 3aBeaytowan nabopatopmein HEO PIrEHY «Mepgmko-
reHeTUYEeCKNIN HayYHbIN LEHTP MMEeHM akagemumKka H.M. boykoBa» - KypaTop NpoekKTa
e banpgakosa NannHa BUKTOPOBHA, K.6.H., B.H.C nabopaTtopun HBEO PIrEHY «Meamnko-
reHeTUYECKUIN HayYHbIN LEHTP MMEeHU akagemumKa H.MN. boykoBa» — MCNONHUTENIb MPOEKTA
e KypkuHa MapuHa BnagumuposHa, H.c nabopatopmum HBO PIBEHY «MepguKo-reHeTn4eckumm
HaY4YHbIN LEHTP MMeHM akagemuka H.IM. boykoBa» — UCNOAHUTENb NPOEKTa

CornacoBaHue o6cneaoBaHusn

Ons BKAouYeHMa B [porpammy HeobxoAMMO nonyyYnuTb [06poBONbHOE MHPOPMUPOBaAHHOE
cornacve ot nauueHTta u (mnu) popurteneii (onekyHa) Ha mMeOuYyUHCKoe emewamensbcmeo v
06pabomky nepcoHanbHbIX OaHHbIX (GopMbl NpeacTaBaeHbl B MNpunoxkenun 1).

Ob6cnepoBaHue pgetelt AOMKHO NPOBOAUTLCA B COOTBETCTBUM C TpeboBaHuamu PepepanbHoro
3aKoHa oT 21.11.2011 N 323-d3 "O6 ocHOBax OXpaHbl 340pPOBbA rpaxagaH B Poccuinckomn
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depepauun”; Mpukasa MuHsapasa Poccum ot 20 aekabpa 2012 r. N 11771 «O6 yTBEpKAEHUN
nopsaaka 4adn HGOPMMPOBAHHOTO A0OPOBO/IBHOIO COracUA Ha MeANLMHCKOE BMELATENbCTBO U
OTKa3za OT MeAMUMHCKOro BMeLLATeNbCTBa B OTHOLWEHWUU OonpefesieHHbIX BUAO0B MeOUUMHCKUX
BMeLWaTenbcTs, ¢opm WUHPOPMUPOBAHHOFO A0OPOBONLHOFO COrNacMA Ha MegULMHCKOe
BMeLLATenbcTBo M GOpm OTKasa OT MeAMUMHCKOro BMeLlaTeNbCTBa», 3aperMcTpupoBaHHOrO B
MwuHtocTte Poccum 28 umioHa 2013 r. N 28924; lMpuKasza MwuH3gpascoupassmutna Poccun ot 23
anpens 2012 r. N 3904 "O6 yTtBepaeHuu [lepeyHa onpeaeneHHbIX BUAOB MeAUUUHCKUX
BMELLATENbCTB, HA KOTOpble rparkaaHe AatoT MHGOpmMMpoBaHHOe f06poBONAbHOE cornacue npu
BbibOpe Bpaya M MeAMLMHCKOM OpraHu3aummn ANA NOAyYeHUs NepBUYHON MeLMKO-CaHWUTApPHOM
nomown", 3apermctpmpoBaHHoro B MuHtocte PO 5 masa 2012 r.

MpepocTtaBneHne fo6POBONILHOMO COFNACME FPaXKAAHMHA AW ero 3aKOHHOTo NpeacTaBuTens Ha
MeAMUMHCKOE  BMELWaATeNbCTBO - Heobxoaumoe npeagaputenbHoe  ycnosue  ntoboro
MeANUMHCKOTO BMellaTenbcTBa. MHPopmuMpoBaHMe cornacue AO/MKHO OCYWECTBAATbCA HA
OCHOBaHMW NPeAOoCTaBNEHHOW MeOUUMHCKMM paboTHMKOM B A0OCTynNHOM ¢opme NOAHOM
MHbOPMALMM O Lenax, MeTodax OKazaHMA MeAULMHCKOM MOMOLIM, CBA3AHHOM C HUMW PUCKE,
BO3MOMHbIX BapWaHTax MEeAMLUMHCKOrO BMELLATENbCTBA, O €ro MNOCNeACTBUAX, a TaKXKe O
npeAnofaraemblxX pe3ybTaTax OKa3aHUA MeAULMHCKOM NOMOLLM.

MHd)OpMMpOBaHHOG cornacue nognucbolBaeTca nayuneHTom (B BO3pacTe CTtapuwe 15 J'IeT), OAHUM U3
pop,MTeneﬁ NN 3aKOHHbIM NpeactaButTenem, XpaHMUTCA B Me,EI,MLI'MHCKOl;’I AOKYMEHTaUUN naumneHTa.
3aKOHHbIMMU npeacrasuTenamm pe6eHKa ABNAKOTCA poauTenn, YyCblHOBUTENN, ONEKYHblI U
noneyuntenwn. 536yLIJKM, AeayuKu, 6paTbﬂ, cecTpbl U gpyrnme poacCTBEHHUKM He ABAAKOTCA
3dKOHHbIMKU NpeacrtauTenam, ecam OHU He nNpPUu3HaHbl YCbIHOBUTENAMU, OMNEKYHaMUN WU
nonevynTenamum B yCtaHoOBJ1IEHHOM nopAaKe.

MpaBuna 3abopa n gocrtaBkmn buomarepuana

Ona wunccnepoBaHuMAa HeobXO4MMO HAHECTM Ha cneunanbHbli  GUABTP HECKO/IbKO Kanesb
KanuNNApHOM WAM BEHO3HOM KPOBW, MpPM 3TOM BaAXKHO, 4TOBbI 06nacTb HaHeceHMA 6bina
paBHOMEPHO MpPOMNUTaHa KPOBbIO HACKBO3b. [1A uccneaoBaHWA NPUMEHAIOTCA CTaHAAPTHbIE
¢nnbTpbl No 903, ncnonb3yemble oA NpoBeAeHMA HEOHATA/IbHOrO CKPUHUMHIA. 9T 61aHKM ecTb B
nabopatopumax NONMKAUHUK N POAAOMOB.

MNocne 3abopa KposBu GUABLTP HEOOXOAMMO MPOCYWMUTb NMPU KOMHATHOW TemnepaType oAWH-ABA
Yyaca. 3aTemM BMeCTe C HanpaBNeHMEM Ha uccnefoBaHWe OGUABTP HYXKHO OTMPaBUTb B
nabopatopuio. Ecanm HeT BO3MOKHOCTU OTMPaBUTb 06pasupl B AeHb 3abopa, MOXKHO XpaHUTb
GUNBLTPLI NPU KOMHATHON TemnepaType OAWH-ABA AHA, B X0nogunbHuke +4 °C — cemb-gecatb
AHeMn.

Cnepyet OTMETUTb, YTO Ha pPe3y/NbTaT aHa/M3a BAMAIOT MPOBOAMMAA Ha MOMEHT UCC/Nef0BaHUA
Tepanus (Hanpumep, NpMem rULMHa, MHOY3MOHHAA, B TOM YMC/e NpenapaTtamu, CoAepKawmumm
aMMHOKUCNOTbI), a TaKXe 3arpsA3HEeHWs KOXKM NauueHTa (OEeTCKMM Kpem, MPUCBINKKM U T. A4.).



Mo3ToMy Ba)KHO TuiaTenbHO 06paboTaTb KoKy pebeHKa nepes B3ATMEM aHanAM3a U yKasaTb B
HanpasBAEHWM, KaKyto TePanunio OH Noy4aer.

Ha dunbtpe gonkHa 6bITb ceaytollana MapKMPOBKa: NeYaTHbIMU 6yKBaMM NOAHOCTbIO pamunus,
MMA U OTYECTBO NALMEHTa, AaTa poxaeHua B dopmate O0.MM.IT, gata 3abopa kKposu B popmare
A40.MM.IT

LlenbHasa KpoBb A0/1KHA B6bITb AOCTaBNEHA He No3aHee 7 AHel noc/e B3ATUS.

B KOHBepT ANA OTNPaBKU NOMeLLaeTca:

1. ®unbTp C NATHAMM BbICYLIEHHOM KPOBM, MAapPKMPOBAHHbIN A0/1XKHbIM 06pa3om

2. Konuu nHoopmmpoBaHHbIx cornacuii (MpunoxkerHue 1)

3. HanpaBsneHue Ha ob6cnegoBaHue (MpunoxkeHue 2)

4. AHKeTa C 3aM0/IHEHHbIMM NOAAMM MO KANHUYECKUM KPUTEPUAM CKPUHUHTA (MpunoxeHne 3)

Ap,pec AOCTaBKMH 06pa3U,OB KpoOBU Ha aHA/N3:

115522, Mockea, MocKksopeube 1,
®IrBHY «MeguKo-reHeTUYeCcKuit Hay4YHbl LeHTP MMeHU akageMuKa H.M. BoukoBa», KabuHeT 235
C obasaTenbHOM NOMeTKOM — «INarHOCTMKa B paMKax nporpammbl «Anbda-IHao», poHg KAD»

nOJ'Iy‘-IeHVIe pe3ynbTaTtoOB U KOHCY/IbTUPOBaHUE

CpOKM BbINOJ/IHEHWNA aHAIM30B MOTYT BapbipoBaTbca oT 10 gHelt Ao 45 aHel.

CornacHo poccMiCKOMY 3aKOHOAATENbCTBY AOMXKHO ObiTh 06ecrneyeHo NpaBo NauueHTa u/muamn ero
poauTene WAN 3aKOHHbIX MpeAcTaBuTeNeld Ha NOAHy MHPOpMaLUMIO O pesynbTaTax
obcnepoBaHUA.

CoTpyAHUKM nabopaTopumn OTNPaBAT pe3y/bTaT 06cien0BaHMA NevalleMy Bpady Mo 3/1eKTPOHHOM
noyte B COOTBETCTBMM C TpeboBaHUAMM obecneyeHns KOHPUAEHLMANbHOCTM, @ TaKXKe OCHOBHble
peKomeHAauun No NoBOAY KOHCY/IbTUPOBaHUA NauuMeHTa WU/UAu ero poauTenei Uam 3aKOHHbIX
npeactaBuTeneli No NoBoAy feYeHns u HabageHnaA nauneHTa.



Hpuiaoxenus

[Ipyuinoxkenue 1. ®opma MHPOPMHUPOBAHHOIO AOOPOBOJIBHOIO COIJIACUA
nanueHTa

MHO®OPMUPOBAHHOE OOBPOBOJIbHOE COINNIACUE
HA MEOUWLUUWHCKOE BMELLWATENBLCTBO U TEHETUYECKOE UCCJIEQOBAHUE

(dhamunus, nms, oT4eCcTBO)

A/poxa. , 3apErMCTPUPOBaHHbIN Mo agpecy:

(appec mecTa xuTenbcTaa)

Aar MHdopMMpoBaHHOe O0OpOBOMbLHOE corfnacve Ha BuAbl MEAUUMHCKMX BMELIATeNbCTB, B TOM 4yucne
BKNtoYeHHble B [lepeyeHb, yTBEpXKOEHHbLIM nNpukazom MwuHsgpaBcoupassutus Poccum oT 23.04.2012 .
N390H (manee - [lepedeHb): Ons NOMNYyYEeHUS MNEPBUMYHON MEAMKO-CaHUTApPHOW MOMOLWM, npoBedeHue
reHeTu4ecKoro mccregoBaHne obpasua buonorumyeckoro maTtepuana B dhegepanbHOM rocyaapCTBEHHOM
OlOMKETHOM Hay4yHOM ydpexaeHun «Meauko-reHeTUYECKUIA Hay4HblA LEeHTp umeHu akagemuka H.IT.
BoukoBa» (PIBHY «MIMHLL»)

Mue

(Pamunus, nms, oTHECTBO, AaTa POXOEHUS)
Moemy pebeHky (aeTsm)/onekaemomy nuuy (nmuam)

(Pamunus, nms, oTHECTBO, AaTa POXOEHUS)

C Lenbto

A nony4un (a) OoT MeauumnHCKoro pa6OTHI/IKa MH(bopmaquo O reHeTn4eckomMm mccnengosaHmn, B TOM 4mucne o
uenn wuccrnegosaHud, ero I/IH(*)OpMaTI/IBHOCTVI, BEPOATHOCTU nNoNyvyeHnAa npaBuiibHOro pe3yrnbrata u
BO3MOXHbIX MocneacteBna wuccreaoBaHUA (B TOM 4ucne, O pPUCKax W BO3MOXHOCTU NPaAKTUYECKOro
MCNONb30BaHME Pe3ynbTaToB) A4S MEHS, MOEro pe6eHKa (oneKaemoro nmu,a) n FIOHFIJ'I(a) ee cogepXxaHue.

Mo HeobxoaMMOCTM NPOBEAEHUS] UCCHEAOBaHUSA (XPOMOCOMHbBIA MUKPOMATPUYHBIA aHanus, BblAeneHue
IOHK n3 napaduHoBbix 6rokoB 1 T.4.) OnepaTop nepeaaeT obpasel buomaTepuana B Apyroe MeauumMHCKoe,
Hay4yHO-uccrnegoBaTenbckoe, obpas3oBaTenbHOE y4ypexgeHue C COXpaHeHWeM KOH(UOEHUMAaNbHOCTU
NnepcoHarnbHbIX AaHHbIX.

A B pocTynHoW Ans MeHsi dpopMe nony4yun (a) pasbsCHEHUSI O TOM, YTO st MMEeK MpaBO OTKasaTbCsl OT
O[HOF0 UIN HECKONbKUX BUAOB MEOULMHCKUX BMELUATENbCTB, B TOM YUCNEe BKIMOYEHHbIX B [lepeyeHb, unm
notpeboBatb ero (Mx) nNpekpalleHWsl, a Takke O BO3MOXHbIX MOCNeACTBUSIX MOero oTkasa oT
BblLLIeyKa3aHHbIX BUAOB MeOULMHCKUX BMELLATENbCTB, B TOM YMCIe BKIOYEHHbIX B [epeyeHs.

A nponHdopmMMpoBaH B COOTBETCTBUM C NYHKTOM 9 cTaTbn 21 depepanbHoro 3akoHa ot 21 Hosiops 2011 r
Ne 323-03 «O6 ocHOBax OoxpaHbl 340pOBbs rpaxaaH B Poccuickon degepaunm» O BO3MOXHOM y4YacTun
cneuunanuctoB, obyyatowmxcs B OPIBHY «MIHL» B pamkax nporpaMmmbl NPakTU4ECKOW MNOArOTOBKM
oby4yarowmxcs no npodeccroHanbHbIM 0bpa3oBaTeNlbHbIM NporpaMMaM MeLMUUHCKOro obpasoBaHus, B
oKkasaHuM MHe (moemy pebeHky nubo onekaemomy nuvuy) MEOULMHCKOW MOMOLWW, U O MOEeM npase
OTKas3aTbCA OT y4yacTus OOyyalwLuxXcs CneumanucToB B OKasaHWW MeAWLMHCKOW MOMOLWM MHe (Moemy
pebeHky Nnbo onekaemomy nuy).

A pato cBoe cornacue Ha yyactue cneumanuctos, obyyatouwmxcea B PrEHY « MIHL» B pamkax nporpammel
NPakTU4ecKoW MNOArOTOBKM Bpaven-reHeTUKOB B OKa3aHuM MHe/MoeMy pebeHKy (onekaemMomy nuuy)
MeANLIMHCKOM NMOMOLLIN.



A vmen (a) BO3MOXHOCTb 3afaTb BCE WMHTEPECYIOLLIME MEHSI BOMPOCHI M nonyyun (a) yaoBrneTBOpUBLLNE
MEHs1 OTBeTbl. ¥ MeHs ObINlo [OCTaTOMHO BPEMEHM Afs MPUHATUSA pelweHns. [lognucbiBas OaHHbBIN
AOKYMEHT, s1 COrnalwarcb Ha TO, YTO reHeTnyeckoe uccriegosaHmne 6yget BoinonHeHo B PIBEHY «MIMHLU»
(115522, r. Mockea, yn. MockBopeube, a. 1).

A noHumal, 4YTO BO BPeMsi BMeLUATENbCTBa MMM MOCME HEro MOryT MOSIBUTLCSH HEMpeaBUAEHHbLIE paHee
HebnaronpusTHble 0BCTOATENLCTBA, @ TAKKE MOryT BO3HMKHYTb OCIOXHEHUs. [pu 3ToM MeguuuHCKue
paboTHUKM OenalT Bce BO3MOXHOE AN NPeAoTBpalleHMsi BO3MOXKHbIX OCMOXHEHWA B COOTBETCTBMU C
AENCTBYIOLWLMMM NOpsAKaMY U CTaHAapTaMy okasaHust MegULUUHCKON NOMOLLN.

A npeaynpexaeH, YTO HEBLINOIHEHNE B MOSTHOM OO6bEME BCEX pPEeKOMeHAaUMA MeguuMHCKOro paboTHuKa
MOXeT ObITb MPUYMHOM OCITOXHEHUI N HEGNAronpUsaTHLIX NOCNEACTBUIN MEAULMHCKOrO BMeLLaTenbCTBa.

S1 cornaceH (BblYEPKHYTb HEHYXKHOE):

- MONY4YUTb MHPOPMALMIO O pe3ynbTaTax FreHETUYECKOro CCrneaoBaHus;

- Ha XpaHeHue obpa3sua Moero duonormyeckoro matepuana (obpasua moero pebeHka) B omobaHke ®IrBHY
«MIHLUy;

- Ha npegocTaBneHne pe3ynbTaToB UCCedoBaHus (MogyepkHyThb): { } Tonbko MHe { } Moemy nedvawiemy
Bpauvy

- Ha nepegadvy WHgopmauum O COCTOAHMM MOEro 340poBbs (Moero pebeHka nmnbo onekaemoro nuua)
cnefyoLwuM nuuam:

(Pamunus, nms, oTHECTBO, AaTa POXAEHUS)

(Pamunus, nms, oTHECTBO, AaTa POXAEHUS)

- Ha uUcnonb30BaHWE pe3ynbTaTOB reHEeTUYEeCKOro uccrnenoBaHust Moux (Moero pebeHka nubo onekaemoe
nvuo) B MccnenoBaTenbCKNX MM obpasoBaTerbHbIX LENAx (B TOM 4Yucrne B HavyHbIX Nvonunkauusax), npu
VCIIOBUW, YTO 3MO He npueedem K packpbimuro NUYHOU UHgopmayuu 060 MHe unu moem pebeHke nubo
orekaemMom Jiuye;
- Ha npefocTaBneHne AONONHUTENBHOM MHPOPMaUUnM U YTOMHEHUST AaHHBIX MEAULMHCKUMU paboTHUKaMM
OIrBHY «MIMHL»;

A Mmory U3aMeHUTb CBO€ MHEHMe No O4HOMY UM BCEM NMYHKTaM B Noboe Bpems u oTo3BaTb cornacue
nytem HanpasneHus B agpec ®IBHY «MIHL» cooTBeTCTBYHOLWEr0 MMCbMEHHONO AOKYMEHTa MO noute,
nnbo No aNeKTPOHHOM noyTe mgnc@med-gen.ru, MMBo NyTem BpyYeHUs ero NnyHo npegcrasurtento ®reHY
«MIMHLU».

damunusa, Uusa, OtyectBo

/ (nognuce)

TenedoH E-mail:

£ pa3bACHUI YCMOBUSA NMPOBEAEHWUS UCCNeOoBaHNs NauueHTy (ero 3aKOHHOMY NpPeacTaBuTero) U OTBETUN
Ha BCe 3afjaHHble.

MeaguumHcknii paboTHUK

/ (nognuchk)

(nomkHocTe/®amunug U.0.)

AaTta oopMneHuns « » 20 r.
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AOBPOBOJIbHOE NH®OPMUPOBAHHOE COINMACHE

Ha 06paboTKy NnepcoHarnbHbIX AaHHbIX

A,
(Pamunus, nms, oT4eCTBO)
ﬂ,/pO)K,D,. , nacnoprcepud __~~ HOMep ,
KeM BblaaH )
Korga BblaaH , KOO nogpasgeneHnd )

npoxusatoLmimn(as) no agpecy:

B cooTBeTCTBMM C TpeboBaHusmu ctatbn 9 PegepanbHoro 3akoHa "O nepcoHanbHbIX AaHHbIX" OT
27.07.2006 N 152 - ®3, ctatbn 13 PegepanbHoro 3akoHa ot 21.11.2011 N 323-dp3 "O6 ocHoBax OxpaHbl
3gopoBbs  rpaxgaH B P®" A0 [JOBPOBOJIbHOE COITIACME Ha obpabotky ®PegeparnbHbiM
rocyapcTBeHHbIM OHOIKETHbIM Hay4HbIM yuypexaeHuem «MeauKOo-reHETUHECKUA Hay4YHbIA LLEHTP UMEHU
akagemuka H.MN. BoukoBa» (115522, r. MockBa, yn. MockBopeube, O. 1) (manee - OnepaTop) MouXx
nepcoHanbHbIX AaHHbIX, MEPCOHAaNbHbIX AaHHbIX MOero pebeHka (onekaeMoro nuua) (HeHy)XHoe 3a4epKHYTb)

(Pamunus, nms, oT4eCTBO),

BKITIOYAIOLWMX: PaMUnmio, MMsl, OTYECTBO, MOM, AaTy POXAEHWsl, agpec MecTa XXWUTeNnbCTBa, KOHTAKTHbIE
TenedoHbl, pekBU3NUTbI nacnopTta (OOKYMeHTa yOOCTOBEPEHUSI NMYHOCTM, B TOM 4YuCNe CBMAEeTenbCTBa O
poxaeHun), peksuautoel nonuca OMC/OMC, cTpaxoBoW HOMep WHAMBUAOYyanbHOrO fWLEBOro cveta B
MeHcuoHHom poHae Poccum (CHWIC), mecto paboTbl, y4ebbl, OaHHble O COCTOSIHUM 340POBbS,
3aboneBaHuAxX, cny4dasx obpalleHunss 3a MeAMLMHCKOM MOMOLLbLI0 U ApYryio MHpopMauuio (doTorpacdum u
Bugeomatepuansl, CMU) - B mMeanko-npounakTuiecknx Lensx, B Lensx ycTaHOBNEHMS MeOMUUHCKOro
AvarHo3a u okasaHusi MeaUUMHCKOW MomMoLlM (MeauUMHCKUX YCRyr Mo [OroBOpY), OCYLUECTBIEHUS MHBIX,
CBSI3aHHbIX C 3TUM MEepoNpuSATUIA, a TakKke B LEensxX opraHv3aumm BHyTpeHHero yyeta Onepartopa. B
npouecce okasaHua Onepatopom MHe/ Moemy pebeHKy (onekaeMomy Inuuy) MEOMLMHCKOW MOMOLLM
(MeanLMHCKNX yCnyr No 4OroBopy).

A MPEQOCTABINAK MPABO meguumHcknum paboTHukam (Bpadam, cpegHemy MeguumHCKOMY nepcoHany)
nepegasaTb MOW NepcoHarnbHble AaHHble/NnepcoHanbHbIe AaHHble Moero pebeHka nubo onekaemoro nuua, B
TOM 4ucne cocTaBndlowmne BpadvyebHylo TarHy, OpPYruM AOIPKHOCTHbIM nuuam Onepatopa B MHTepecax
obcrnenoBaHus, neyeHns 1 BHyTpeHHero yyeta Onepatopa. [Nepegada nepcoHanbHbIX 4aHHBIX UHBIM NiMuam
UK VHOE WX pasrialleHne MOXeT OCYLLECTBAATECA TOMbKO C MOEro MMCbMEHHOTO COorfacus.

A NPEOOCTABJIAKO OMNEPATOPY MNMPABO OCYLWECTBJIATD BCce AencTBms ¢ NepCOHanNbHbIMU AaHHbIMMU,
BKMovass cbop, cuctematvsauuio, HakonneHue, XpaHeHuwe, OOHOBMeHWE, W3MEHeHWe, WCMOoNb3oBaHue,
nepegayvy (B CTpPaxoBYyH MEOMLIMHCKYI OpraHv3aumio, OopraHusauui - 3aka3uvMka MeLMUWHCKMX YCryr B
paMKax 3aKrYeHHbIX 4OroBOPOB), 00e3nuumBaHme, 6NokMpoBaHme, YHUHTOXEHNE.

OMNEPATOP WMMEET TMNPABO o6pabatbiBaTb MNepcoHarbHble [AaHHble MNocpeacTBOM BHECEHUst UX B
SMNEKTPOHHYID 6a3y AaHHbIX, BKIOYEHMS B CMUCKU (PeecTpbl) U OTYeTHble OpPMbl, NPELYCMOTPEHHLIE
OOKYMEHTaMu, pernamMeHTUpYyLMMN NPeaoCTaBlieHMe OTYETHbIX AAHHBLIX (OOKYMEHTOB) MO OOroBOpY
OMC/OMC, poroBopy oKka3aHWsi MraTHbIX MEAMLMHCKUX YCIyr; OCyLLecTBNATL 0OMeH (npuem n nepegavy)
nepcoHanbHbIMKU OaHHBIMW CO CTPaxoBOW MEAWMLMHCKOW oOpraHusauunein, opraHusaumen - 3akasymkoMm
MEOWLIMHCKMX YCNyr, OOroBOpY OKa3aHWs MnaTHbIX MEeAWMUMHCKUX YCIyr, OpraHusauusiM, BbICTynaroLLMMin
6narotBoputensmn  Onepatopa MO peanu3yembiM MNOCMEeAHMM  HEeKOMMEpPYEeCKUM MpoektaMm, C
NCNONb30BaHUEM 3MEKTPOHHbIX HOcuTenem uHpopmaluu, NO KaHanam CBsA3M WU (UNu) OOKYMEHTOB Ha
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ByMaxHbIX HOcuTensx, ¢ cobnogeHnem mep, obecneymBaloWwmMX MX 3aWwUTy OT HECaHKLUOHUPOBaAHHOIO
poctyna, 6e3 cneumansHOro yBegoMrneHns MeHs o6 aTom, nNpu ycrnosuu, 4To X npvem n obpabotka 6yayt
OCYLLECTBAATLCA NULOM, 0BA3aHHBIM COXPaHATb MPOdPECCUOHANBHYIO (CNyXebHyto) TanHy.

OlMNEPATOP BIPABE OCYLWECTBIIATb cnepytowme cnocobbl 06paboTkm nepcoHanbHbIX AaHHbIX: Ha
OymaHbIX HOCUTENSAX, B MHAOPMALMOHHbBIX CUCTEMaxX MEepPCOHamNbHbIX AAHHbBIX C UCMNONb30BaHWEM U 6e3
NCNonb30BaHUA CpeacTB aBTOMaTU3aLUun, a Takke CMeLLaHHbIM Crnocobom.

A yBeaoMJ1eH, 4YTO nNpu nepegade ©monornyeckoro mMmatepuana B Apyroe MegunumHCkoe, Hay4HO-
ncenenoBartesnbCcKkoe, o6paaoBaTeanoe yypexaeHumne ana npoeseaeHnA ncenenoBaHuaA
KOHd)VI}J,eHLI,VIaJ'IbHOCTb nepcoHaribHbIX OaHHbIX COXpaHAETCA.

A OAKO COIMMACUE / HE OAKO COIJIACUE (HeHyxHoe 3adepkHyTb) Onepatopy Ha ucnorb3oBaHue
nepcoHanbHbIX AaHHbIX B LENSAX MH(POPMUPOBAHNUS MEHS C MOMOLLbIO CPEACTB CBA3W NYTEM NEPECHINIKN MHE
SMS-coobLeHnin: HanoMUHaHWE O 3anucu Ha NpueM K cneunanucty WnuM uccrnegoBaHue (Ha yKasaHHbIN
MHON HOMep MobunbHOro TenedoHa), Ha Nepechbinky MHGOPMaLUUM O COCTOSIHUM 340pOBbs (pesynbTaTtax
obcrnegoBaHus M Ap.) 4Yepe3 He3alMULEHHble KaHanbl CBA3W  (9NeKTpoHHas noyta), ANnd  4dero
COBCTBEHHOPYYHO NULLY aapec ANEKTPOHHOW NoYThl U TenedOH, Ha KOTOPbLIV pa3peLlato BbiChiNaTb AaHHbIE
O COCTOSIHUM 340POBbSA U UHbIE CBEAEHUS:

E-mail: TenecdoH

HACTOALLEE COIMACWE penctByeT 6eCcCpoYHO, U MOXET ObiTb OTO3BAHO MHOK MyTEM HarnpaBneHus B
agpec Onepatopa COOTBETCTBYHOLLEIO MNWCbMEHHOrO [AOKYyMeHTa (MO Mo4YTe 3aka3HbIM MUCbMOM C
yBeOMIIEHMEM O Bpy4YeHUU) NMBO NyTemM Bpy4YeHus NIMYHO NoA pacnucky npeacTtasutento Onepatopa.

Moanuckb / /

(Pamunua N.0.)

Jara: « » 20 T.

CBefeHus B 3NEKTPOHHYH0 6a3y AaHHbIX BHECEHbI:

OnepaTtop:

(momkHocTb, Pamunusa N.0.) noanucb
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[IpunoxxkeHnue 2. HanpaBsieHUe Ha ceJiIieKTUBHbIA CKpUHUHT HBO

LTamn MeguumMHCKon opraHnsauum

© ©o N o g s~ w DB

10. BckapmnuBaHue (NogYepkHyTb) ecTecTBeHHOe / UCKYCCTBEHHOe

11. Hanu4ume xentyxu (NogYepKHyTb)

NonHoe HaMMmeHoBaHNE MEANLMHCKOM OpraHmM3aumnm
OTnenenve
damnnus, umsi, oT4eCcTBO pebeHka

[ata poxageHus (4mcno, mecsu, rog) « »

20 r.

Mon pebeHka (NogYEpPKHYTb)  MYXKCKOW / XKEHCKUI

Homep ambynaTtopHon kapTbl/McTopum 60ne3Hu

[wnarHos

Agpec npoxuBaHusa/npebbiBaHua poauTenewn

[OHOLWEHHOCTb (N0AYEePKHYTb) OOHOLIEHHbIV / HEAOHOLUEHHbIN

pa/ Het

12. [ata n Bpems 3abopa KpoBM « »

(Hepensa 6epemeHHOCTN)

(Ha3BaHue cmecw)

20 r. u. MWH

KpuTepuu ons HanpaBneHUs Ha cenekTUBHbIA CKPUHUHT HBO (oTMeTUTb MMetlowmecs):

O

ooooooag

OCHOBHbIE
BHe3anHoe yxyAweHue KAMHUYECKOro COCTOAHMUA
pebeHKka nocne nepnoga HOPMaNbHOTO PA3BUTUA
(cyTKM, Hepgenun, mecAubl), a UMEHHO:
ocTpasa metTabonnyeckas sHuedanonatua
HapyLeHnA co3HaHKUA (conop, neTaprusa, Koma)
CYZAOPOrn, Pe3snCTeHTHble K aHTU3INUAEeNnTUYEeCKOM
Tepanuu
lenaTomeranusa (renatocnneHomeranus) B
COYEeTaHMM C MOBbLILWEHMEM YPOBHS NEYEHOYHbIX
depmeHTOB (ANAT, ACAT) 6onee yem B 1,5 pasa ot
HOPMbI
AHOMAaNbHbIN 3aNax MOYMn, Tena, yLHOM cepbl
HapyleHua pocta Bosoc, anoneumsa
MeTtabonnyeckuin aumaos
fvnorankemmaA
MoBbllEHNE KETOHOBbIX TE/ B KPOBM U/UAKN Moye
MHoecTBeHHble nepesiombl
[eTckaa cMmepTHOCTb B cembe OT 3ab0/ieBaHUI CcO
CXOAHbIMM CUMATOMaMM

OONONHUTEJIbHBIE
HeBponornyeckne cCMMNTOMbI:
[J 3agepskka NCUXOMOTOPHOIO Pa3BUTUA
[ YrpaTa nprMobpeTeHHbIX HaBblKOB
O MbiweyHasa runotoHma/runepToHuns
O Kapanomwunonatua
[0 MeTtabonunueckuii ankanos
O CHuxeHwne 3peHua
O CHukeHune cnyxa
[ YmcTBeHHas oTcTanoctb

JKCTpaHeBpabHblE CUMNTOMbI:

L] 3agepkka dp13nyeckoro passuTmsa
[J CpbirnBaHus, pBoTbI

[ *enTtyxa HeAacHoro reHesa

Jlevawun spay (PUNO):
OneKkTpoHHas noyra:

HaTta « »

20 T.
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[IpuiaoxkeHue 3. AHKeTa naneHTa

®no

Jata poxaeHusa « » 20 r.

OCHOBHbIe KIIMHUYeCcKue Kputepuun AnA nposegeHnA CKPUHUHIa MetToaom
TaHOEeMHOM MaccC-CneKTpomMmeTpumn (aHanus AMUHOKUCINIOT U aLlMﬂKapHVITVIHOB):

[] BHe3anHoe yxyAlleHWe KAMHUYECKOro COCTOSHMA pebeHKa nocne nepuvoda HOPManAbHOro
pa3BUTUA (CYTKM, HegeNn, MecaLbl):
O ocTpasa meTabonunyecKkas sHuedbanonatns
O HapylleHuns co3HaHuA (conop,ieTaprus,koma)
O CYyAOpOru, pe3nCTeHTHbIE K aHTUIMNUAENTUYECKON Tepanum

L] Frenatomeranua (renatocnieHomeranus) B COYETAHUW C MNOBbILEHWMEM YPOBHA MEYEHOYHbIX
depmeHTOB (ANAT, ACAT) 60onee Yyem B 1,5 pasa oT HOpMbI

[J AHOMasnbHbIM 3aMax MoYu, TeNa, yLHOM cepbl

] HapyweHua pocTa Boaoc, anoneuus

] MeTtabonunyecknit aumaos

O frmnorankemmsa

[ MoBbiweHVe KeTOHOBbIX Ten B KPoBw 1 (Man) moue

] MHoecTBEHHbIe nepenombl

D JeTckas CMEPTHOCTb B CemMbe OT 3aboneBaHuii co CXO4HbIMU CMMNTOMaMU

HdononHuTenbHble KPUTEPUMU:

HeBponornyeckne CUMNTOMbI:

[] 3apepskka NCUXOMOTOPHOTO Pa3BUTKA
[] YrpaTta nprobpeTeHHbIX HaBbIKOB

] MblweyHas runoToHUsA/rmnepToHns
[ Kapamvomumonatus

L1 MeTabonnyeckuit ankanos

1 CHuxkeHue 3peHun

[ CHukeHMe cnyxa

[J YmcTBeHHas oTcTanoctb

JKCTpaHeBpa/bHble CUMNTOMbI:
(] 3agepka dpm3nyeckoro passuTusa
[ CpbirnBaHua, peoThl

O KenTtyxa HeAcHOro reHesa
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[Ipunoxxenue 4. CeprudpuKaT 6€30NaACHOCTH (IPU HEOOXOAUMOCTH)

Ha upMeHHOM
bnaHke

Ji1st ipeiocTaBIeHUs
B Ciry 0y 6€301acHOCTH

a’poropTar.

Cepruduxar 6e30nacHOCTH

Hacrosmuit  rpy3, oTmpaBisemblid 1o TpaHcrmopTHoil HakimaaHoit TNT — EXxpress
Ne MpelHa3HaueH Uil KCIOJb30BaHUS B MEIUIUHCKUX YUPEKICHHUSIX IS

oOcnenoBanusl HaceneHUs. ['py3 MOUIEKUT OTHpPaBKE BO3AYIIHBIM TPAHCIIOPTOM, HE COJEPIKUT
3alpelIeHHbIX BJIOKEHUN, HE B3PHIBOONIACEH, HE COAECPKUT HAPKOTUUYECKUX, CUIIbHOAEHCTBYIOLINX
U TICUXOTPOIHBIX BEIIECTB, HE TOKCHYEH (PTYTH U KUCIOT HET). ['py3 He siBisiercss HHPEKIIMOHHO
OIIACHBIM JUIS JIIOJICH M OKpYXAIOLIeH Cpeibl U HE BXOAUT B CIIHMCOK BO30OyauTenell 3abosieBaHUI
(MaToreHoB) YelOBeKa, >KMBOTHBIX M PAcCTEHUH, F€HETUYECKH HM3MEHEHHBIX MUKpPOOPTaHHW3MOB,
TOKCHHOB, 000pYJOBAaHUSI M TEXHOJOTHH, MOIIEKAIINX SKCIIOPTHOMY KOHTPOJIIIO, YTBEP)KICHHOMY
Vkasom Ilpesunenta PO Ne 1083 ot 20.08.2007 r. I'py3 mepeBO3HUTCA € LENBbI IPOBEACHMUS
71a00paTOPHBIX aHATTM30B, KOMMEPUECKOM crouMocTu He nMeeT. Cpok FoAHOCTH Ipy3a 48 4yacos.

BrlensnoxxeHHoe MOATBCPIKIAACM.

Jara
PYKOBOI[I/ITGJIB opraHusanuvu

J5(0)
(unmu Ipyroe JUIo)

Ileuats
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