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B Hacrosmied HMHCTPYKUMU [0 HPUMEHEHHWIO (fajiee - HHCTPYKIIHS)
IPEJICTAaBIIEH METOJ OIIpelesIeHHs] BEpPOSITHOCTH BPOXKICHHBIX aHOMAJIUi
KOCTHO-MBIIIEeYHOH cuctemsl (Q75, Q77), 00ycIOBICHHBIX MyTallUSIMU B FeHaX
penentopoB  (akTOpoB pocTa (GUOPOOSIACTOB, KOTOPBIA MOXET OBIThH
HCII0JI30BaH B KOMIUIEKCE MEIULUHCKUX YCIYT, MEAUIIUHCKY IO TPO(HIAKTUKY
BPOXXJIEHHBIX aHOMAJIMI KOCTHO-MBIIIEYHON CHCTEMBI.

M3noxkeHHBId METOJ MpelHa3HaueH JUisl Bpadel-reHeTHKOB, Bpaudei
NadOpaTOpHOW AMAarHOCTHKH W WHBIX Bpadyel-CIelUaIUCTOB OpraHU3allHii
sapaBooxpaHeHus III-IV TexHomoruueckoro ypoBHsSI OKa3aHUs aKyIIepCKO-
TMHEKOJIOTUYECKOW M MepUHATAIbHON MOMOIIH B aMOYJIATOPHBIX YCIOBHUSIX U
(MnM) CTaMOHApPHBIX YCJIOBUSX, U (WJIH) B YCJIOBHUSX OTIEJICHUS THEBHOIO

npeObIBaHHS.

IHoka3zanus K IpUMEHECHHUIO

1. Kpanunocunocros, Q75.0.

o

Kpanuodanuaneueiii 1u3octo3, Q75.1
MarsneHbkuil pocT, He COBMECTHMBIH C xKU3HBIO, Q77.1;

Axongponnazus, Q77.4;

LW

['mnoxonapomnazus, Q77.4.

IfpoTuBonoka3zanus ajsi NpUMeHeHHs

OTCyTCTBYIOT.

Ilepeyens He0OXOAMMBIX MeIULHMHCKHX M3JeJHil, PacXoAHBIX
MaTepHasioB

Ilepeuens u3nenuii MEIUUUHCKON TEXHUKU, MEAUIFHCKOrO Ha3HAUEHHUS
onpejesieH npukasom Munucrepctsa 3npaBooxpanenusi PecriyCimku benapycs

or 16.11.2018 Ne 1180 «O0 yTBepkaeHHH MPUMEPHOTO Tabess OCHAIEeHUs
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M3JeMAMHA  MEJUIMHCKOIO  HAa3HAYeHHs W MEIUIMHCKON  TEXHHKH
aMOyJ1aTOPHO-TTOJUKINHIYECKIX u OOJIBHMYHBIX ~~ OpraHu3aluii

3APaBOOXpPaHCHU) .

OnuncaHue TEXHOJOTMU NPUMEHEHHUSI MeTOAa

MeTton, H3JI03KeHHBIII B HACTOsIIell HHCTPYKIHH, peajn3yercs B S
3TAIMOB:

1 sTan. OnpeneseHue mokazareJsiei.

1. IlpumeHnsiemble IOKa3aTeu:

1.1 OrtsarouieHHEIN ceMeHEIN aHaMHe3 (HaJIM4ue ClIy4yaeB BPOXKIEHHBIX
AHOMAJIMI KOCTHO-MBIIIEYHON CHCTEMBI Y POJICTBEHHHUKOB MallUEHTOB).

1.2 KnuHuuyeckue NpOsBIEHUs BPOXKIEHHBIX aHOMAJMH KOCTHO-
MBIIIIEYHON CHCTEMBI, COOTBeTCTBYroMUX kKomam MKbB-10 Q77.1, Q77.4, Q75.0,
BFEWE | o

1.3 Myrauuu B 7 sk30He rena FGFR1, B 7, 9 sk3onax rena FGFR2, B 7,
10, 13, 15 sx3oHax rena FGFR3.

2 stan. OneHka nokasareJei B 0ajiax.

bannpHast omeHKa BEpPOATHOCTH BPOXKIECHHBIX aAHOMAJIUW KOCTHO-
MBIIIIEYHOH CHCTEMBI, OOYCJIOBJICHHBIX MYTallMsIMM B TI€HAX peLEeNTOpOB
(axTopoB pocta HUOPOOIACTOB MpeacTaBlIeHa B TaOIHIIE.

Tabauna — banapHas oOlleHKAa BEpPOSITHOCTH BPOKIECHHBIX aHOMAIUH
KOCTHO-MEIIIEYHOH CHCTeMBI, 00YCIIOBJIEHHBIX MYTALlUSIMU B T€HaX pELUENTOpPOB

dakxTopoB pocta hudpodiIacToB

ITokazaTens XapakTepUCTHUKA ITIOKA3aTeIs bamn

Hanmyue (+), OTCYTCTBHE (-)

OTsgromeHHbIil ceMeMHBIN - 0

aHaMHE3




Knunuueckue
IPOSIBJICHUS BPOXKIECHHBIX
aHOMaJIMM KOCTHO-
MBIILIEYHON CUCTEMBI,
COOTBETCTBYIOLIUX KOJAaM
MKBb-10 Q77.1, Q77.4,
Q75:0,075:1,
BBISIBJICHHBIE TIPU
IIPOBEJIEHUHU
MEIULIMHCKOrO 0OCMOTPA,
WHCTPYMEHTAJIbHBIX

WCCIIEMOBAHMM

+
y OJHOTO peOeHKa B CEMbE

-+
y OHOTO WJIK O0OUX POAMTENeN HIIH Y
IBYX U 6oJsiee neTedl B ceMbe

_I_
y IIoJa HpU TeKylled OepeMeHHOCTH

MyTtauuu B 7 53K30HE reHa
FGFR1, B 7, 9 sk30Hax
reda FGFR2, B 7, 10, 13,
15 sx3o0nax rena FGFR3

+
y OJIHOTO peOEeHKa B CEMbE

+

y OJIHOT'O MJIM 000UX poAuTEsed Uu y
IBYX U OoJiee neteil B ceMbe

+
y IJ10/1a TIPH TeKyllleld OepeMeHHOCTH

3 osran.  OmnpegesieHHe  CyMMapHOI0  MPOrHOCTHYECKOIO
Koaq)qmunéHTa.

CyMMapHBIil  [IPOrHOCTUYECKUH  KO3()GHULUEHT OmpeleseTcs —II0
bopmye:

X= A+B+C,

rae X — cyMMapHbId IPOrHOCTHYECKUN KOd(DPHUITUEHT;

A — OGamnpHas OLICHKA IMIOKa3aTCJId ((OTSIFOIHCHHBIﬁ CEMEUHBIN AHAMHCE3»,

B - OamwibHas onenka nokazarens «KiaumHu4eckue MpOSABIEHUS

BPOXKIACHHBIX aHOMaJINH KOCTHO-MBIHIG‘IHOﬁ CHUCTEMbI, COOTBCTCTBYINOLIUX

koxam MKB-10 Q77.1, Q77.4, Q75.0, Q75.1»;

C — baymbHas oueHka nokaszareis «MyTtaiuu B 7 3k30He rena FGFR1, B

7, 9 sx3onax reHa FGFR2, B 7,10, 13, 15 sk3oHax rera FGFR3».




4 3tan. Onpeae/ieHne BepOSTHOCTH.

[Ipu cymme OaioB 9 u 6Gojiee BEPOSITHOCTH BPOXKIACHHBIX aHOMAaJIUH
KOCTHO-MBIIIIEUHOH CHCTEMBI, 00YCIOBJIEHHBIX MyTallUsSIMU B T€HaX PeLeNTOPOB
dakTopoB pocta GudOpobdIIaCTOB, BEICOKAS.

[Ipu cymme OaiioB 2-8 BEpOATHOCTH BPOXKIAEHHBIX aHOMAJIUW KOCTHO-
MBIIIIEYHON CHUCTEMBI, OOYCJIOBJIEHHBIX MYyTalUsMH B TI€HAX pELENTOpOB
dakTopoB pocta pudOPobIACTOB, yMEPEHHAS.

[Ipu cymme OamioB 0-1 Oanin BEpOSTHOCTh pa3BUTUS BPOKIECHHBIX
aHOMAJIMM KOCTHO-MBIIIEYHON CHUCTEMBI, O0YCJIOBIEHHBIX MYTAllUsAIMU B FeHax
perienTopoB (hakTopoB pocTta GudpodIACTOB, HUZKAS.

5 aTtan. IIlpuHsATHE YIIPABJIEHYECKOI0 PEIlICHUS.

IIpy BBICOKOH BEPOSTHOCTH BPOXKICHHBIX aHOMATUN KOCTHO-MBIIIEUHOH
CHCTEMBI, cooTBeTcTBYIOmMX Komam MKB-10 Q77.1, Q77.4, Q75.0, Q75.1,
B CpoKe OepeMeHHOCTH 10 21 Henenpb 6 JHEH OCYILUECTBIISIIOTCS MEPOIIPUATHS B
COOTBETCTBMM C IaBamMu 4 M 6 KIMHHYECKOro IpoTokona «OxasaHue
MEIULMHCKOM IIOMOLIM OKEHIIMHAM IIPpU HCKYCCTBEHHOM IpepbIBaHUM
OepeMEHHOCTH»,  YTBEPKIAEHHOIO MMOCTAHOBJICHUEM MuHucrepcTBa
3npaBooxpanenus PecryGnuku benapycs or 23 gexabps 2024 Nel76,
B 3aBUCHUMOCTH OT CPOKA IeCTalUH.

Ilpy yMepeHHOW BEepOSTHOCTH BpPOXKICHHBIX ~aHOMANHH . KOCTHO-
MBIIIEYHON CHCTEMBI, cOOTBeTCTBYIOMUX kKomam MKbB-10 Q77.1, Q77.4, Q75.0,
Q75.1, OCyIIECTBIIAIOTCS MEPONpPUATHS B COOTBETCTBMM C FjaBamMu 2 U 3
KJIMHUYECKOro MpoTokona «Oxazanue MeIUIMHCKOM TIOMOIIM JKCHITHHAM
PENPOIYKTUBHOIO ~ BO3pacTa €  HHU3KOPOCIOCTBIO,  0OYyClOBJICHHOH
FeHETHICCKUMU CHUHJIPOMaMM», YTBEPKIECHHOTO MOCTaHOBIIEHHEM
MunncTepcTBa 31paBOOXpaHEeHUS Pecry6nmuku benapycb ot 26 utonsa 2025 r.
Ne60.

[Ipy HH3KOI BEPOSITHOCTH BPOKIEHHBIX aHOMAJIMHM KOCTHO-MBIIIEYHOMN
S



CUCTEeMBI, cooTBeTCTBYIoIUX KkoxaM MKb-10 Q77.1, Q77.4, Q75.0, Q75.1
OCYILECTBJIAIOTCS MEPONPHUATHS B COOTBETCTBUM C TaOJHLEH 2 PUIOKEHHs 3
KKIMHAYecKoMy — HPOTOKONY — «MeOuIuHCKoe HabIOIEHHE W OKaszaHHe
MCIUIMHCKOM IIOMOILUM OJKEHIUWHAM B aKymIepcrse M THHEKOJIOTHNY,
YTBEP)KACHHOMY  IMOCTaHOBJAeHMEM  MuHHCTepcTBA  31paBOOXpaHEHHs

Pecnybmuku bBenapyce or 19 dheBpans 2018 r. No 17.



YTBEPXIAIO

(HaumeHoBaHHWe yUpexxaeHus)

(®.1.0., noamuce)
« » 20 T.

AKT O BHEJPEHUU

1. HaumeHoBaHuUE NpeIoxKeHHs [T BHEIPEHUS:

Merton onpenenenus BEpOsTHOCTH BPOXKIEHHBIX aHOMAJIWH KOCTHO-MBIIICYHON CHCTEMBI
(Q75, Q77), 0oOycCIOBIEHHHIX MYTAalUEMH B TE€Hax peEIenToOpoB (akTopoB pocTa
¢ubpobnacTos.

2. KeM npe/yioxkeHo (HauMEHOBaHUE yUpeKIeHHs pa3paboTynka, aBTop):
Vupexxnenue-pazpadborunk — [ocymapctBeHHOe yupexaeHue «PecrmyOmukaHcKkni
Hay4YHO-IIPAaKTUYECKUH LeHTp «Matb u guts» MUHHCTEpCTBA 3IpaBOOXpaHEHUS
Pecniy6sinku benapycs (PHIIL «Matp u quts»);

ABTOpBI — K.M.H., mo1ieHT ['ycuHa A.A., k.M.H, goueHT HoBukosa 1.B., Ctansioko A.C.

3. Mcrounuk nHGOpMAaITUK: |

HucTpykuuss no mnpuMeHeHHro «Meroq ompenerieHds BEPOSITHOCTH BPOXKIECHHBIX
aHOMaJIMK KOCTHO-MblIIeyHOH cHcTteMbl (Q75, Q77), o0yclOBIEHHBIX MYTAIHsIMH B
reHax pelenTopoB (pakTopoB pocTa GudpodIacToBy, per. No , YTB.

4, I'men Koraa Ha4aTo BHEAPCHHEC:! '
(HanmeHoBaHue neueGHOro yupeskaeHHs, 1aTa BHEAPEHHU )

5. Pe3ynbTaThl IpUMeHeHHs MeTofa 3ameprogc . .20 rmo . .20 T
obIee KOJIMYECTBO HAOFO(EH !

II0JIOKUTEINIbHBIE (K-BO HaOIIIOIeHHH )
OTpHYLAaTeNIbHOE (K-BO HAOIFOICHNH )
HEOIIpeeNIeHHbIE (K-BO HAOJIOIeHHH )

5. D heKTHBHOCTH BHEIPEHUS:

6. 3ameudaHusl, NPEIJIOKEHUA:

20 i OTBETCTBEHHBIN 32 BHEAPEHUE

(®.U.O, 1onKHOCTb, MOLNHUCH)



