MVHNCTEPCTBO 3PABOOXPAHEHUNA PECITYBJIMKN BEJTAPYCb

YTBEPXJAHRO
[MepBbli1 3amecTUTelb MUHKCTPA

E.H.KpoTkoBa

METO/ OUEHKN BEPOATHOCTIU PASBUNTUNA TAXEJIbIX ®OPM
BOCMAJINTE/IbHbIX 3ABOJIEBAHN MEPUOAOHTA Y
XEHWWH PEMNPOAYKTUMBHOI'O BOSPACTA

NHCTPYKLUMA MO NPUMEHEHUIO

YUPEXAEHWE-PASPABOTUUK: rocyfapCTBeHHOe yupexaeHue
obpasoBaHuA «benopycckas MegMUMHCKas akafeMus  MocnieaunioMHOro
06pa30BaHus»

ABTOPbBI: g-p wmef.Hayk, npogeccop H.A. KOgnHa, T.HO.MenbHuKoBa, A-p
Mef.HayK, npodeccop C.A. KocTiok, KaHa.6uon.Hayk, goueHT O.C. MNonysH

MuHck, 2023



B HacToAlEN WHCTPYKUUM MO TMPUMEHEHUIO (fJanee - WHCTPYKUMK)
N3/TIOKEH  METO  OUEHKM  BEepOATHOCTW  PasBUTUS  TSKENbIX  (DOpM
BOCMa/IUTE/IbHLIX 3a00/1eBaHNA MEPUOAOHTA Y XKEHWMH PenpoayKTUBHOIO
BO3pacTa.

MeTof, W3/MIOXKEHHbIN B  HACTOALWLEW WHCTPYKUUKW, MOXeT OblITb
MCNOMb30BaH B KOMMJIEKCE MEAULMHCKOM MPOMUIaKTUKM NPOrpeccrpoBaHmns 1
Pa3BUTUA TAXKENbIX (hOPM 3a0601eBaHNI NEPUOLOHTA Y YKEHLLMH.

WHCTpYKUMSA npefHa3HayeHa [A1S  Bpayeil-CTOMATO/0rOB-TepanesTos,
Bpayeii-CTOMaTo/10roB-0pTONeA0B, BPaYvein-CTOMaTo/IorOB-XUPYProB U MHbIX
Bpayen-cneunaInCcToB  OpraHu3auMin - 34paBOOXPaHEHNs,  OKa3blBaOLLMX
MEAUUMHCKYKD MOMOLb MauMeHTaM CTOMAaTO/IorMYecKoro npojuns B
ambynatopHblXx “ (MAK) CcTauMoHapHbIX YCnoBusX, W (Mnn) B YCNOBUAX

OTAENEHWNIA IHEBHOIO NPebbiBaHMS.

NOKA3AHNA K NMPUMEHEHWIO
K05.1 XpOHUYECKNIA TMHTUBUT
K05.3 XpoHWYecKniA NepuogoHTUT MPOCTOM

KO5.3 XpOHNYECKNA NEPUOLOHTUT CMOXHbIN

MPOTUBOINMOKA3SAHUA
OTCyTCTBYIOT.

NMEPEYEHb HEOBEXOOMNMOI'O OBOPYAOBAHUNA, MATEPNAJIOB,
JNEKAPCTBEHHbBIX TIPEMAPATOB, MEANUNHCKWX I/I3,£|,EI'II/II7I,
PEAKTWBOB 1 T.4.

1. YcTaHOBKa cToMaTtosiornyeckas

2. Habop CcTOMaTonornyecKnx MHCTPYMEHTOB, BK/IKOYAKOLLMIA MUHLET,

CTOMATO/IOrMYecKoe 3epKasio, NepUOJOHTa/IbHbIN 30H[,
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CTOMATONOrMYECKNe PETPAKTOPbI AN M30NALMUI NOMOCTU pTa
AHTUCENTMK ANS NOMOCKaHNS NONoCTH pTa

PeHTreH annapat

o o1 B~ W

NHCTpymMeHT  gna  3abopa matepuana ANnd  FeHeTUYeCcKMX

nccnenoBaHUm

7. OpgHopa3oBasd niacTuUKoBad Mpobupka oobemoMm 1,5 mn ang cbopa
POTOBOW YXMAKOCTU

8. TpaHCMopTHbIV pacTBop Ana ctabunmsaumm AHK

9. TpaHCnopTHbINA pacTBop AN cTabunmsaunm PHK

10. Habop peareHTOoB Ana BblgeneHus [AHK wu3  6uonormyeckoro
MaTepuana

11. Habop peareHToB A9 BblgeneHns PHK 13 61o/10rmyeckoro
MaTepuana

12. Habop peareHTOB AN NPOBEAEHMS  peakuun  0bpaTHOM
TpaHCKpUNUMK

13. Habop peareHTOB - MacTep-MUKC 4711 noctaHoBKN TagMan TLP B
PeX1Me peasibHOro BpeMeHu

14. ONUroHyKneoTuaHble npariMepb! 1 30HAbI

15. AmnaudukaTop

16. PecTpukTasbl

17. Kamepa ans anektopoopesa

18. TpaHcunnomMmHaTop

19. Cuctema BbICOKO3((heKTUBHOW YXNAKOCTHOW XpomaTorpaguu.

ONMNCAHWE TEXHOJTIOT N NCTTOJIbSOBAHNA METO/JA
ccnepgoBaHne NpoBOANTCS B COOTBETCTBUM C KIIMHWUYECKUM MPOTOKO/IOM

oT 26 gekabps 2011 r. Ne 1245. [JononHUTENbHO HEOBX0ANMO:



— onpedenieHne  KPOBOTOYMBOCTM  [IeCHbI B 06nactm  3y60B  npw
30HAMPOBaHNN;
— N3MepeHne roTepu 3y0OAECHEBOro  MPUIKpenseHns  (onpegeneHune
rNyOuHbl 30HAMPOBAHWA MEPUOLOHTA/IbHBLIX KapMaHOB B LUECTU TOYKax Y
Kakgoro  3yba  (Me3noOyKKanbHOW,  OYKKanbHOW,  AUCTOOYKKa/bHOMW,
ME3VO/IMHIBa/IbHOW, IMHIBASIbHOW W AUCTOSIMHIBA/IbHOW) — PacCTOsHUE B MM.
MEX/Y 3MasieBO-LLeMEHTHON rpaHmuent (AL n kocTHbIM rpebHem (KT (AL -
KI). B mectax, rae 3L He MOXET OblTb MAEHTUDULIMPOBaHA M3-3a HaNUNA
pecTaBpauuii, W3MepseTCs  PacCTOsHME  MeXAY BepXyLUeYyHbIM  Kpaem
pecTaspauun n KI);
- MOACYET KO/IMYeCTBa NePUOLOHTa/IbHLIX KAPMaHOB /1yOMHOM >5 MM;
— NoacyéT Konmn4yectTBa 3y60B C YpPOBHEM MOTepU  3y60OJECHEBOrO
NPUKPENIEHNA >5 MM;
- MOACYET KOMMYeCTBa MOABWMXKHBLIX, YAaeHHbIX 3y00B, a Takxke
KONn4yecTea 3y60B C aHryNsipHON AECTPYKLUMEN KOCTHOM TKaHWM MO [aHHbIM
METO/0B /ly4eBOWN ANArHOCTUKN;
- ornpefeneHne B CbIBOPOTKE KPOBY YPOBHSA BUTaMUHa D.
MoneKynsapHO-reHeTUYeCcKme UCCnefoBaHns B COCKOGaxX anuTenaibHbIX
KNETOK CAN3MCTOM 060/104KM MOSIOCTU PTa MO YCTAHOBMEHUIO CTPYKTYPHbIX
(BblfiIBNEHNe  MOMMMOP(PHbLIX  BapuMaHTOB  TEHOB) U (DYHKLUMOHASIbHbIX
(onpefeneHne ypoBHEn HOPMasM30BaHHOW 3KCMPECCMM FeHOB) O0COBEHHOCTEN
reHOB, Y4YaCTBYHOLMX B Perynsumm KOCTHOro romeoctasa (reH anba ! uenu
KonnareHa | (G1546T), reH peuentopa ButamuHa D (Tagl) reHa VDR, reH
peuenTtopa ButammnHa D (Cdx2) reHa VDR), npoBoAAT METOAOM MOMIMMEPa3HON
LIEMHON peakunn ¢ 3M1eKTPOOPETMYECKON AETEKLMEN N B PeXKMME peaslbHOro
BPEMEHMW.
[MofyyeHHble [JaHHble MPU MPOBEAEHUN K/IMHUYECKMX, N1ab0PaTOPHbIX U

MONEKYTAPHO-TEHETUYECKNX I/ICC]'IGAOB&HI/IM BHOCATCA B Ta6n|/|u,y, a 3dTem
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CYMMUPYIOTCS Gasiibl, COOTBETCTBYHOLUME XaPAKTEPUCTUKAM OMpPEeAe/ISeMOro

nokasatens (tabnuua 1).

Tabnmua | - OLeHKa BEPOSTHOCTI Pa3BUTUS TSHKENbIX (HOPM BOCMA/INTENbHbIX
3ab60neBaHWIn NEPUOAOHTA

No

n/n

1.1,

1.2.

1.3.

14,

15

1.6

1.7

Hannune
Npu3HaKa
[Moka3aTenu (3H2LII/IMOCTb ban/bl
naumeHTa
(hakTopa B
bannax)

1. Pe3ynbTaTbl KIMHUKO-1ab0paTOpPHOro nuccrefoBaHms
KonnyecTso 3y60B ¢ KPOBOTOUMBOCTbIO

0-3 0
4-6 !
7-9 2
10 n 6onee 3

Konnyectso 3y608B ¢ r/ybuHON 30HAMPOBaHNA NePUOAOHTA/IBHOIO
KapMaHa >5 MM

0-3 0
4-6 1
7-9 2
10 n 6ornee 3
Konnyectso 3y60B C YpPOBHEM MOTepu 3y601eCHEBOr0 MPUKPEN/IEHNS
>5 MM
1-3 l
4-6 2
7-9 3
10 n 6ornee 4
Konnuectso yaaneHHbIX 3y60B
1-3 !
4-5 3
6 1 6onee 5
KonnuyecTso 3y60B ¢ aHIyNSpHOW AeCTPYKLMEA KOCTHOM TKaHK
1-3 1
4-6 3
7 1 6onee 5
KonnyecTBo NofBMXHbIX 3y60B
0-1 |
2-4 3
5 1 6onee 5

YpoBeHb BUTaMnHa D
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>30,0 Hr/mn 0
20,0-29,9 Hr/mn 1
10,0-19,9 Hr/mn 3
<10,0 Hr/Mmn 5
2. Pe3ynbTaTbl OLEHKM MOMEKYNSAPH O-TEHETUYECKMX UCCIef0BaHNIA
reHoB, YYacTBYIOLLINX B Perynsuurf KOCTHOro romMmeoctasa, MeToAoM
nuP

Hannume annenbHoro BapuaHTa t

21 Tagl (+61968 1>C) rena VDR 2

59 Hannune reHotunHoro npoduna tt 9
= Taqgl (+61968 T>C) reHa VDR

23 Hannune annenbHoro BapunaHTta G 9
™ Cdx2 (-3731 A>G) reHa VDR

54 Hannume reHoTunHOro npoduns 5
" GG Cdx2 (-3731 A>G) reHa VDR

)5 YpoBeHb HOPMaJIM30BaHHOM 5
' akcnpeccum reHa COL1A1~35,0

NTOIO:

[Mpn HannMumMmM cymmapHoOro Konuyectsa 6anios ot 0 4o 15 BEpOATHOCTb
Pa3BUTUSA  TSHKENbIX (OPM  BOCMA/IUTENIbHLIX  3a00/1eBaHNA  NEpPUOLOHTA
OLIEHMBAETCA KakK HM3Kas, OT 16 Ao 25 6annoB - ymepeHHas, oT 25 no 38
6annoB - BbICOKast BEPOSATHOCTD.

[Mpn HU3KON BEPOATHOCTWU Pa3BUTUA TSXKENbIX (POPM BOCMHA/IUTENBHBLIX
3a00/MeBaHNA  NepuofoHTa  BbI30B  MNALMEHTOK  Ha  MeAMLMHCKME
NpouIaKTUYECKe OCMOTPbI NPOBOAUTCA | pa3 B 6 MecCALEB.

[Mpn OLEHKe BEPOSITHOCTM Pa3BUTUSA THKeNbIX (POPM BOCMHA/IUTENbHbLIX
3a60/M1eBaHNIA NEPUOAOHTA KaK YMEPEHHOW, BbI30B MALMEHTOK HA MeANLIMHCKME
NpouIaKTUYeCKe OCMOTPbI NPOBOAUTCA 1 pa3 B 3 MecAua.

[Mpn BbLICOKOI BEPOATHOCTWU Pa3BUTUS TSXKENbIX (HOPM BOCMAIUTENbHbIX
3ab60/MeBaHNA  MepuUofoHTa  BbI3OB  MALMEHTOK  Ha  MeAMLMHCKMe

nponnakTUYecKmne oOCMOTPbI NPOBOANUTCA 1 pa3 B | MecsL,



MEPEUYEHb BO3MOXXHbIX OC/IOXXHEHUIA NI OLUNBOK
MNPV BbINO/THEHNN N TTY TN NX YCTPAHEHINHA

MNpn  NpaBUNbHOM  BbIMOMHEHUW  MAHUMYMAUWA,  W3N0XEHHbIX B
HacTOsILLEA WHCTPYKUMW, MNPUMEHEHWE OMWCAHHOrO METOAA He BbI3bIBAET

OC/TOXKHEHWIA.



