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B HacToAwein MHCTPYKUMM MO NPUMEHEHMIO (fafiee - MHCTPYKUMK)
U3N0XKEH aIrOpuUTM BblGopa leyeHns NaUMEHTOB C XPOHUYECKOW MUMPEHBIO U
XPOHWUYECKOIN F0NOBHOWN 60/MbH0 HANPSXKEHHOMO TWMa, KOTOPbIA MOXET ObITb
MCMNOJIb30BaH B KOMIMJ/IEKCE MEAULMHCKUX YCNYT, HamnpaB/ieHHbIX Ha leveHue
MauuveHToB C TrO/MI0BHOW 60/bI0, B 3aBUCUMOCTW OT  COMYTCTBYHOLLMX
KOMOPOMAHbLIX COCTOSAHUIN.

MeTof, WM3M0XKEHHbIA B HACTOALLEN WHCTPYKUMW, NpefHasHayeH a1
Bpayen-HEBPOSIOTOB M WHbIX  Bpayein-crneynasmcTtoB  opraHm3auuii
30paBOOXPaHEHNs, OKa3blBAOLMX JledeHMe MauMeHTOB C  XPOHWYECKOM
MUTPEHBIO M XPOHWYECKON TOMOBHOM 60Mbl0 HanpshkeHHoOro Ttuna (G43,
G44.2) B CTaUMOHapPHbIX UK amBynaTtopHbIX YCNOBUAX, U (UNA) B YCNIOBUSX

oTaeneHnda gHeBHOro I'IpeﬁbIBaHI/Iﬂ.

[MOKA3SAHVA K TTIPUMEHEHNIO

G43 MurpeHs.
G43.0 MurpeHb 6e3 aypbl.
G43.1 MurpeHb ¢ aypoia.

G44.2 NonoBHas 60/1b HaMPSHXKEHHOrO TUNa.

MPOTVBOINOKASAHUA OANA NMPUMEHEHNA

COOTBeTCTByET MPoOTMBOMOKa3aHAM K MeANUUNHCKOMY TMPUMEHEHUNIO
MeANLUNHCKUX VI3,£I,€J'II/II7I, NEKAPCTBEHHbLIX CPEACTB U Vl3ﬂ|e}'II/II7I MeANLMHCKOIo
Ha3Ha4eHWA, HEOﬁXO,ﬂ,I/IMbIX ana  peanns3adnn MetToda, W310KEHHOIO B

HaCTOALLEN NHCTPYKLNN.



MEPEYEHb HEOBEXOANMbIX MEANLNHCKUX U3AENNN,
PEAFEHTOB, JIEKAPCTBEHHbIX CPEACTB, U3AENN
MEAVNUNHCKOIO HASHAYEHUA N T.4.

1 Annapat gns BbINOMHEHUS cTabunorpaguu.

2. Annapar ans BbIMO/IHEHUSA BECTUOY/TIOMETPUN
(anekTpoHuUcTarmorpad, BMaeooKynorpam).

3. Annapart Ans BbINO/HEHNS 3CTE3NOMETPUMN.

4. Annapart An4 BbINOSIHEHUSA PEHTreHorpapun.
5. TMpobupku Tvna anneHaopd oovemom 1,5 mn. Habop peareHTOB

ansa BblgeneHns AHK u3 6uonornyeckoro marepviana. Habop peareHToB -
mMacTep-MmKC ana  noctaHoskum [UP, Tag-nonuvepasa. [paiimepsl.
NHTepKanMpuyoLmin Kpacutesb 415 aHanm3a KpYBbIX NiaBfeHNs NpoLyKToB
MLP Bbicokoro paspewteHus (highresolutionmeltinganalysis - HRM-aHanus).
AmMnangumkartop. Kamepa 419 ropusoHTaIbHOro 3n1eKTpogopesa.

6. CTton And maHyanbHOW Tepanuu.

7. Annapat TpaHCKpaHWa/ibHON MarHUTHOW CUMYNALMN.

8. 3dnacTuyHas PUTHeC-neHTa.

9. KuHesunoTeunnol.

OMNMMNCAHUE TEXHONOI N NCTOJIbSOBAHUA METOOA

MeTofl, W3MOXEHHbIA B HACTOSALUEA WHCTPYKUMW peann3yetcs B
HECKO/bKO 3TamnoB, COrNacHO anroputMmy MNo ByM BapuaHTam, U3M0XKEHHbIM

B NPUNOXKeHNsax 1,2.



BapuaHT 1. Anroputm Bbibopa neveHns naymeHToB ¢ XM n XI'bH ¢

YYETOM KIMMHUKO-UHCTPYMEHTa/1IbHbLIX AaHHbIX

1.1 BbisiBNieHMe KOMOPGUAHbLIX COCTOSIHUIA MPOW3BOAST HA OCHOBE
aHAMHECTUYECKMX U HEMPO(3NONOTMUYECKIX aHHbIX.
1.2 OueHKa B 6annax KAMHWUYECKUX MpPOSBNeHUI A KOMOPOUAHbIX

COCTOSIHWIA MPOU3BOAMTCA B COOTBETCTBUM C Tabnuuen 1

Tabmmua 1 - OueHOYHast LUKaa BbIPAXKEHHOCTU
KOMOPOWUAHBIX COCTOSAHMIA HA OCHOBE aHaMHECTUYECKMX
1 HENPOHN3MONOTNYECKMX IaHHbIX

N OtcytctBre  Hannune
Komop6waHoe cocTosHue
MpU3Haka  Mpu3HaKa

AHaMHeCTWNYeCcKMe faHHble

1 Hannyme ronoBokpy>keHnA 0 2

2 JleKapCTBEHHO MWHAYLMPOBaHHas rOf0BHasA 0 2
60s1b

3 HapyweHwne cHa 0 1

4 OxupeHve 0 1

5  3HauMMble CTPeccoBble COBbITMA B XKN3HU 0 1

PesynbTaTbl KIMHNYECKOr0o OCMOTpa

6  CumnToMmbl Aenpeccum Mo Lwkane beka cebiLle 0 2
20 6annos

7  CumnToMbl Tpesorn no Lwkane Cnmnbepra- 0 2
XaHwuHa 31 v 6onee Gann

8 Tpy oueHKe BAMSHUA TOMOBHOM 60MM Ha 0 2
NOBCEAHEBHYHO aKTMBHOCTb C
MCNosb30BaHMeM nHaekca HIT-6 - 60 1 6onee
GannoB

9 Tpw npucTyne ronoBHOM 60/ OLEHKa Mo 0 1
BALL 7 n 6ornee 6annos

10 Tpwn oueHKe BPEMEHW HETPYAOCMOCOGHOCTMH, 0 1

CBA3aHHOW C rofioBHOM 60/1bt0, MHAeKC HALT
- 20 n 6oree 6annos



Pe3ynbTaThbl MaHyalbHOW ANArHoCTUKM

1 PYHKLUMOHAbHbIE 6rokagpl 0
KpaHnoBepTebpasibHO 06/1acTu
12 AKTMBHblE MMoacupaibHble  TPUITEPHbIE 0

TOYKM B MbILLLLAX LLEN W MN1eYeBOro rnosca ¢
MaTTEPHOM OTPaXKeHHOW 60/ B Pas/INyHble
06/1aCTV ro/10BbI
13 Mpu3Hakn  gucnnasui  COoeLAVHUTESBHONA 0
TKaHW (TNepMoOUIbHOCTb MO3BOHOYHMKA U
nepudepuyecknx CycTaBoB, AMCHYHKLIMA
B1COYHO-HKHEYENKOCTHOMO CyCTaBa)
Pe3y}'IbTaTbI 3CTE3NOMETPMNYECKOI0O nccnenoBaHnA
14 CHmKeHve nopora BocrpuaTusa 60m B 0
BMCOYHOI 06/1aCTW C 2-X CTOPOH Y MY>KUWH -
MeHee 0,24 MA, Y XXeHLLWH - MeHee 0,20

MA
15 CHKeHVe nopora BoCnpuATMS 601 B 0
06nacTu BUCOYHO-HMKHEYETHOCTHbIX

CYyCTaBOB C 2-X CTOPOH Y MYXYMH U
YKEHLLIMH- MeHee 0,20 MA
16 CHWKeHVe nopora BOCMPUATMA 60 B 0
TpaneyneBUaHbIX MbILLL, Y NaUWEHTOB C 2-X
CTOPOH Y MYXXUMH W >KeHLNH- MeHee 0,20
MA
17 CHwkKeHre nopora Bocnpuatva 60 B 0
BMCOYHOM 06M1aCTM C 2-X CTOPOH Y MYXXUWH -
MeHee 0,24 MA, Y XeHWWH - MeHee 0,20 MA,
B 00/1aCT  BUCOYHO-HWKHEUEMOCTHbIX
CYyCTaBOB C 2-X CTOPOH Y MYXXUMH U
YKEHLLUNH- MeHee 0,20 MA, B
TpanewmeBnaHbIX MbILLL, Y NAUWMEHTOB C 2-X
CTOPOH Y MY>XYMH W >XXeHLUNH- MeHee 0,20
MA
Pe3ynbTaTbl peHTreHorpadus LWeHoro oTaena no3BOHOUYHMKA C
(PYHKLMOHAIbHBIMY Npo6amu
18 2-3 CTafun OCTEOXOHAPO03a 0
19 AHomanna Kummvepnu 0
20 HecTabuibHOCTb MO3BOHOYHO- 0

[HEN



[IBAraTe/IbHOro CerMeHTa
Pe3ynbTaTbl BECTUOYNOMETPUM C (PYHKLMOHANbHBIMW TeCTaMy

2 NPOBOKALWIOHHbIIA HUCTarM 0 1

22 CMOHTaHHbIA HUCTarm 0 2

23 HapyLLeHMs BECTUOY/IOOKYNAPHOIO 0 2
pediekca

Pe3ynbTaTbl CTabunorpamyeckoro nccnefoBaHns ¢ yHKUMOHANbHLIMY
TecTamy

24 HapyLleHve CKY B TecTe Pombepra 0 1

25 HapyeHne CKY B Tecte C MOBOpOTaMu 0 2
ro/IoBbI

26 HapyLLIeHVe CKY B TecTe Cc 0 1
OMNTOKVHETUYECKON CTUMYISILIMENA

27 HapyLueHne CKY B HECKONbKUX TeCTax 0 2

Toro 6annos:;

1.3. Bblbop neueHuss XM n XI'BH B 3aBUCUMOCTM OT CTEMEHWN BIUSHUSA
KOMOPOUMAHbLIX (DaKTOPOB C y4eTOM UTOrOBOro Konm4yectsa 6ansioB npueefeH

B MpunoxxeHnmn! K HaCTOALLE NHCTPYKLUMN.

BapuaHT 2. ANropuTM Bblbopa neveHnst naumeHToB e XM 1 XI'BH ¢
YUYETOM Pe3YNbTaTOB MOMEKYIAPHO-TEHETUYECKOrO UCCe0BaHMS

2.1. BbisiBNeHWe KOMOPOGWAHLIX COCTOSIHUIA MPOM3BOAAT HA OCHOBE
aHaMHECTUYECKUX,  HEMpPO(hM3MONOrMUECKNX  AaHHbIX W Pe3ynbTaToB
MOJIEKYIIPHO-TEHETUYECKOTO UCCEA0BaHMS.

2.2. OueHKa B OGannax KAMHUYECKUX NPOSBMEHUA KOMOPOUAHbLIX

COCTOSIHUI npon3soanTCA B COOTBETCTBUN C T3.6]'IVILI,€I7I 2.



Tabmmua 2. - OueHOYHast LIKafa BbIPaXKEHHOCTU
KOMOPOWUAHBLIX COCTOSHUIA Ha OCHOBE aHAMHECTUYECKMX,
HEMPOMU3NONOTNYECKMX  [aHHbIX M pe3y/bTaToB

MOJIEKY/ISIPHO-TEHETUYECKOTO UCC/IEA0BAHIAS

N

10

KomMop6u/HOe COCTOsHME

AHaMHecTun4yeckme [aHHblE
Hannyve ronoBoKpy»eHus
J1ekapCTBEHHO MHAYUMPOBaHHaA ro/ioBHas
60/1b
HapyLleHre cHa
OxkupeHue
3HauMMble CTPECCOBbIE COObITUS B YKMU3HW
PesynbTaTbl KIMHNYECKOrO OCMOTPA
CUMNTOMbI AENPeccum Mo LKase beka cBblLLe
20 6annos
CumnToMbl TpeBorn Mo Lwkane Cnunbéepra-
XaHuHa 31 v 6onee 6asn
[pn OLEHKE BVSIHWUS TOMOBHON 6011 Ha
MOBCEIHEBHYHO aKTUBHOCTb C
cnosb3oBaHMeM nHaekca HIT-6 - 60 1 6onee
Gannos
Mpn NpucTyne ronoBHOM 60/ OLEeHKa Mo
BALL 7 v 6onee 6an1os
[1pn OLIEHKe BPEMEHW HETPYAOCMOCOBHOCTH,
CBS3aHHOM C rO/I0BHOI 60/bt, MHAEKC HALT
- 20 n 6onee Gannos

Pe3ynbTaTbl MaHya/bHOW AYarHOCTUKN

®YHKUMOHA/TbHbIE 6noKaapl
KpaHmoBepTebpasibHOM 06/1acTu

AKTUBHblE MMOhacLMaibHble TPUITepHble
TOYKW B MbILLLIAX LLUEW W M/1IE4EBOrO Mosica ¢
MaTTePHOM OTPaXKEHHON 60/ B pasNnyHbIe
06/1aCTV rO/I0BbI

Mpu3Hakn  AvCNIa3Mn  COeAVHUTESbHONA
TKaHW (rMnepMoBuIbHOCTL MO3BOHOYHMKA Y
Neputhepuyecknx  CycTaBoB,  AUCHYHKLS

OtcyTCTBME
npu3Haka

0
0

o

Hannune
NpU3Haka

2
2

[EEN



BWCOYHO-HWYKHEYe/TFOCTHOrO CyCTaBa)
Pe3y}'leaTbI 3CTE3NOMETPUYECKOI0 nccnenoBaHnA
14 CHwKeHve nopora BocnpusTusa 601m B 0 1
BMCOYHOIN 06M1aCTU C 2-X CTOPOH Y MY)XKUYMH -
MeHee 0,24 MA, Y >KeHLLUMH - MeHee 0,20

MA
15 CHwkeHne nopora Bocnpuatva 60 B 0 1
obnactu BUCOUYHO-HYKHEYUENHOCTHbIX

CyCTaBOB C 2-X CTOPOH Y MY)XYUH W
YXEHLWMH- MeHee 0,20 MA
16 CHwkKeHve nopora BocrpuaTMa 6o/ B 0 1
TpaneumeBnaHbIX MbILUL, Y NaLyeHToB C 2-X
CTOPOH Y MYXXUMH U YKEHLINH- MeHee 0,20
MA
17 CHwkeHre nopora BocnpuaTva 6om B 0 2
BMCOYHOW 0611aCTU C 2-X CTOPOH Y MY>KUMH -
MeHee 0,24 MA, Y >KeHLWH - MeHee 0,20 MA,
B 00/1aCT  BMCOYHO-HIKHEYE/FOCTHbIX
CyCTaBOB C 2-X CTOPOH Y MYXXYUH W
YKEHLLINH- MeHee 0,20 MA, B
TpaneuvesnaHbIX MbILLL, Y NauyeHToB C 2-X
CTOPOH Y MYXXUMH U XEHLMH- MeHee 0,20
MA
Pe3ynbTaTbl peHTreHorpadusa LWenHoro oTaena no3BoOHOYHMKA C
(PYHKLUMOH&/IbHBIMY Npob6amMu

18 2-3 CTagum 0CTEOXOHAPO3a 0 2
19 AHomanna Knmvepnu 0 1
20 HecTabunbHOCTb MO3BOHOYHO- 0 1
[BUraTe/lbHoro CerMeHTa
Pe3ynbTaTbl BECTUOYNOMETPUN C (DYHKLMOHAbHBIMW TECTaMy
21 MPOBOKALIIOHHbIA HCTArm 0 1
22 CMOHTaHHbIN HMUCTarm 0 2
23 HapyLLeHns BECTMOY/TO0KYNAPHOI0 0 2
pedonekca
Pe3ynibTaTbl cTabunorpaduyeckoro nccnefoeaHms ¢ PYHKUMOHaNbHbIMY
TecTamy
24 HapyLueHve CKY B TecTe Pombepra 0 1

25 HapyweHne CKY B TecTe C MOBOpOTamu 0 2



rOJ1IOBbI

26 HapyLLieHne CKY B TecTe C 0 1
ONTOKNHETUYECKOW CTUMYNSALIEN

27 HapyLueHne CKY B HECKO/bKMX TECTax 0 2

MonekynapHo-reHeTUYecKume CbaKTOpr XPOHU3aUnn r0N0BHON 60K
Hanpsa>XeHHoro Tuna

28 A-annens  nonmvopdmava DBH3  reHa 0
naodhaMmnH-6eTa-rmapoKcmiasbl 15
29 AA-reHotun nonumopgmava BBH3 reHa 0 18
poammH-6eTta-rmapokcunassl DBH ’
30 G-annenb nonmopdmama Intron3SNP reHa
0 2,0
MpenpoTaxuknHnHa TAC1
3l GG-reHotvn  nonmmvopdmama  Intron3SNP 0 14

reHa npenpoTaxvkmuHnHa TAC1
MoneKynsapHo-reHe TUYecke (PaKkTOopbl XPOHMU3ALNN MUTPEHN
32 A-annens  nonimopdmaMa  G29A  reHa

TpaHcnopTepa cepoToHUHA SLCE6A4 0 14
GA-reHotyn nonnmvopgmsma G29A reHa 0 19
TpaHcrnopTepa cepoToHMHa SLC6A4 ’
34 AA-reHotun nonmmopgmama G29A reHa
0 2
TpaHcrnopTepa cepoToHHa SLC6A4
3H G-annenb nonMmopgusma rs7793277 reHa
0 13
NpenpoTaxMKMHMHA TAC
36 GG-reHotvn  nonmmopdgmama  rs7793277 0
reHa npenpoTaxvKMHHa 14
toro 6asios:
2.2. Bbi6op neveHns XM n XI'BH B 3aBUCMMOCTU OT CTEMNeHW BINAHUSA

KOMOPOWIHbIX COCTOSIHWIA C YYE€TOM MONEKY/NISPHO-TeHETUYECKMX (HaKTOPOB

npuBeaeH B MNPUIOXeHNN 2 K HACTOSILLIEA MHCTPYKLNN.



MEPEYEHb BO3MOYXHbIX OC/TOXXHEHU N OLLMBOK MPU
BbINOJTHEHUN N TTY TN X YCTPAHEHUNA

BO3MOXHble  OLWIMOKM MOryT ObiTb CBSi3aHbl C  HenpaBU/IbHOM
WHTEeprpeTaumer  AaHHbIX  /1a00PaTOPHbIX  WCCMEAOBaHMIA, a  Takke

HENepeHOCMMOCTbLIO NMauMeHTaMn NEKAPCTBEHHbLIX CPEACTB.



[MpunoxeHve 1 K WHCTPYKUMM MO
NPYMEHEHNIO  «ANTOPUTM  Bblbopa
NIEYEHVsi NaUMEHTOB C  XPOHUYECKONA
MUIPEHBIO Y XPOHUYECKOW T0/I0BHOM
60/IbK0 HANPSYKEHHOIO TUMa»

Anroputm Bblbopa neyveHnsa XM n XIrbH

Maccax LeliHO-BOPOTHMKOBO 30HbI

NeuebHas hn3KynbTypa

KunnesnoTtepaHus BepTe6porenHbIX v
MUrothacumanbHbIX.HapyLIeHWi

BeCTI/I5yl1ﬂpHaﬂ rMMHacTnKa

HauuoHanbHas ncmxoTtepanus

MaHyanbHas Tepanus (Mobunusauus
NAC maHunynsaummn)

CuHe3noTeliNnpoBaHme

BecTuGynsipHble TepanesTuye-
CKVie MaHeBpbl

TpameKpaHUasnbIrasi MarHUTHas
CTUMYNALMNS

JleyeHvie B COOTBETCTBUU C K/IMHWYECKMM MPOTOKO/IOM
«[JnarHocTKa 1 neyeHne NaLmeHToB ¢ 3a60/1eBaHNSMU
HepBHOIi CMCTeMbI (B3POC/I0€ HacefleHne)», YTBEPXAeH-
HbIli MocTaHoBNeHMEM MUHMUCTEPCTBA 34paBOOXPaHeH s
Pecny6nvkn Benapycb 18.01.2018 Ne 8)



[MpynoxeHve 2 K WHCTPYKUMM 1O
NPYMEHEHNIO  «ANTOPUTM  BbIGOpA
NIEYEHUS MaUMEHTOB C XPOHWUYECKOM
MUIPEHBI0 M XPOHUYECKOWN rO/I0BHOM
60/IbH0 HANPSYKEHHOO TUMa»

Anroputm Bblbopa fiedeHna XM n XI'BH e yyeTom pe3ynbTaTtoB

MOJIEKY/IAPHO-TEHETUYECKUX VUCCNIe0BaHWIA



