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B HacToAlen WHCTPYKLUMM MO MPUMEHEHUIO (Janee - WHCTPYKLMS)
N3/TOXKEH METO[, OLIEHKM BepOATHOCTU paspbiBa TPYyAHON aopTbl, KOTOPLIN
MOXET ObITb MCMNOMb30BaH B KOMIMJIEKCE MELVUUMUHCKUX YCNYT, HanpaB/leHHbIX
Ha MeAMUUHCKYHO NMPOoMuIakTUKy paspbiBa rpyAaHoR aopTol.

MeTof, W3MOXEHHbIA B  HaCTOALEA  MHCTPYKUMKW, npeaHasHauveH
019 Bpayver-reHeTMKOB, Bpauyen-kapauMooroB, Bpayvell  Y/bTPasBYKOBOW
AMarHOCTUKN, BPaYyein-TeparneBToB M MHbIX Bpayein-cneumaincToB opraHusaumia
3[paBOOXpaHeHns, OKasblBalOWMX  MEAMLUMHCKYHO  MOMOLWb  MauseHTam
C aHeBpWM3MOM TpyAHON aopTbl B ambynaTtopHbIX W (MnM) CTauMOHapHbLIX

YCNoBUSIX, U (M) B YCNOBUAX OT/ENEHNIA AHEBHOTO NPebbIBaHMS.

MOKA3AHWVA K MPUMEHEHWNIO
CunHgpom MapaHa(C)87.4),

cuHapom 3Anepca-Lanno (cocyanctbivi Tmn) (Q79.6);
cuHapom TepHepa (Q96);

CUHAPOM apTepuasibHou n3suTocTy (177);

cuHapom LLUnpuHTueHa-IMonba6epra (Q87.8);
ayTOCOMHO-OMWHAHTHBI NOMMKNCTO3 nouek (Q61.2);
cemeliHble aHeBPM3MbI (paccrioeHns) rpyaHoin aopTsl (Q25.4);

aHeBpu3ma/pacLuMpeHne/paccrioeHne aopThbl NP ABYCTBOPYATOM

aopTasibHOM KnanaHe (Q23.8).

MPOTUMBOIMNOKA3AHNA K NMTPUMEHEHWIO
Her.



NMEPEYEHb HEOBXOAMMbIX MEANMUVMHCKNX W3AE/TNN

N MATEPNAJ1IOB

1 YNnbTpa3ByKOBOMW annapar, OCHALLEHHbIA AaTtynkom ¢ yactotor 1,8-6,0
MIu.

2. TepmocTart (guana3oH Temnepatyp 37°C - 64°C).

3. Mopo3uibHas Kamepa B KOTOpOWM NOAAep>KMBaeTcs TemnepaTypa
mMuHyc 20°C.

4.  MuKpoueHTpudyra (¢ yactoTtou BpatleHns 12000 06/Mu1H)

5 ®nyopumetp (aranasoHom getekumm 300-1000 HM)

6. ABTOMaTMYeckMe MUNEeTOYHblE A03aTopbl  MePeMEHHOro  ob6bema
(1-20 mkn, 5-50 mkn, 20-200 mkn 1 200-1000 MKn).

7. LWeikep (ckopocTb nepemMeluvisaHus o 3200 06/MuH).

8. BbICOKONpoON3BOANTENbHbIA CEKBEHATOP.

9. Habop peareHTOoB A1 BblgeneHnsa [AHK w3 Gronorunyeckoro
MaTepuana.

10. Habop peareHTOB A9 BbICOKONPONU3BOANTE/ILHOTO CEKBEHMPOBAHMSI.

OINMMNCAHVE TEXHOJ10I M1 NCINMOJIbAOBAHNA METOOA

MeTof, W3NOXEHHbIW B HACTOAWEW  WMHCTPYKUMM,  peannsyeTcs
nocnefoBaTe/lbHO B HECKO/IbKO 3TarloB:

1. C6op cemeltHOro aHamHesa

B cnyyadx HanMums y pPOACTBEHHMKA MEPBOM WM BTOPOWA CTEMeHU
pofcTBa aHeBpU3M 7 (nnn) paccioeHnin aopThbl, nnéo
nepuMepnYecKnX/BHYTPMUYEPENHbIX  aHeBPU3M, /MO0 BHE3anHON CMepTU
B BO3pacTe A0 45 feT, peann3yeTcs 3Tan 2, Npyv HEOTArOLEHHOM CEMEiHOM
aHamHe3e OrnpefenseTcs HU3Kas BEPOATHOCTb PasBUTUA paspbiBa PYAHON

aopTHhl.



2. OnpegeneHne pasmMepoB AMaMeTpPoB aopTbl WM OLEHKa aHaToOMuu
M (OYHKLMOHA/IbHOr0 COCTOSHMSA aopTa/lbHOro KnarnaHa

2.1 BbinonHeHme Y/IbTPa3BYyKOBOI0 nccnefoBaHnA cepaua
(axokapauorpaun)  corfiacHoO  MPOTOKONY,  YTBEPXAEHHOMY  MPUKa30oM
MuHucTepcTBa 34paBooxpaHeHns Pecnybnunkn benapycb «O6 yTBEp)KAeHWM
(hopM MPOTOKOMIOB  (PYHKUMOHA/IbHLIX W Y/bTPa3BYKOBbIX MCCNeA0BaHWi
nauneHToB Kapamonorudeckoro npodunsa» ot 03.03.2009 Ne 206.

2.1.2. OueHKa aHaTOMUM U (PYHKLMOHA/IbHOIO COCTOSAHUA aopTasilbHOro
KnanaHa

Mpy BbIABNEHMM Y NauMeHTa [BYCTBOPYATOro aopTas/lbHOro K/anaHa,
peannsyetca aTan 3.

2.1.3. CpaBHUTeNbHas OLeHKa pasMepoB AMaMEeTPOB aopTbl MauueHTa
CO CpefHVMMMN 3HAYEHUAMU NNL, TOTO XXe NoJia 1 Bo3pacTa

[poBoguTCA N0 MOAENAM:

Devereux R. ¢ coasT. (2012 r.):

Z = (POA - AO0A) | SEE, rge O0A - fOmKHbIA anameTp aopTbl, PAA -
(hakTuyecknAi amamMeTp aopTtbl, SEE - ctaHgapTtHasd owunbka cpedHero,
paccumMTaHHas 471 UCrosib3yeMoil perpeccMoHHoi Moaenu (pasHa 0,261).

1 no mogenn Campens L. ¢ coasT. (2014 r):

Z=(lg (POA) - Ig (40A)) / SEE, roe O0A - JOMKHBIA AMaMeTp aopThl,
® LA - hakTnyecKuin amameTp aopTtbl, SEE - cTaHOapTHas owwmnbka cpedHero,
paccuMTaHHas A4 UCrosib3yeMOon perpeccMoHHoi moaenn (pasHa 0,261).

OOA =2,423 + (Bo3pacT * 0,009) + (MMNT *0,461) - (Mon [M=1, X =
2] *0,267).
MAT (kr/m2) = 0,007184 * pocT(75 * BecO4A

B pacyeT NPUHUMAETCS HauGOonbllee 3HadeHne Z, MOMyYeHHOoe

no mogenam. B cnyyae ecnn 3HavyeHWe Z-Kputepua > 2 CTaHOaPTHbIX



OTK/NOHEHWI Yy NauMeHTa 6e3 apTepuanbHOM rMNepTEH3nK, peannsyeTcs atan 3,
Npy 3HaYeHNN Z-KpuTtepust < 2, OnpeensieTcsi HU3Kas BEPOSITHOCTb Pa3BUTKS

paspbIBa rpyaHoi aopThl.

3. BbisiBieHWe NaToreHHbIX W (MnK) BEPOSTHO MNAaTOreHHbIX MyTauwii
B OAHOM WM 6onee reHe, acCOLMMPOBAHHBIX C PasBUTMEM pa3pbiBa FPyAHON
aopTbl

3.1 yCTaHOBMTb OOLIENPUHATBIMW  METOAaMM  Ha/uume  MyTauuii
B KOAMPYHOLLMX NOCNeA0BaTeNlbHOCTSAX FEHOB, aCCOLMMPOBAHHbIX C Pa3BUTUEM
paspbiBa rpyaHon aoptbl: ACTA2, COL3ALl, COL5A1, COL5A2, ELN, FBNI,
FBN2, MYH11l, MYLK, NOTCH1, TGFB2, TGFB3, TGFBR1 u TGFBRZ2,
NOTCH1, FBN1, MYHU, MYLK, ACTAZ2.

3.2 BbIMOMHNUTb OLIEHKY MAaTOreHHOCTM W (1K) BEPOATHON MaTOreHHOCTY
MyTeM MNPOBEPKN BbISIBNEHHOMW MyTaumn Mo 6Gasam AaHHbIX: dbSNP
(https:/Iwww.ncbi.nlm.nih.gov/snp/), 1000 genomes
(https://Iwww.internationalgenome.org/), GnomAD
(https://gnomad.broadinstitute.org/), n nporHocTuyecknx moaynen Polyphen 2
(http://genetics.bwh.harvard.edu/pph2/), SIFT  (https://sift.bii.a-star.edu.sg/)
n Mutation Taster (https://www.mutationtaster.org/).

4. OLeHKa BEPOSATHOCTY pa3pbliBa rPyAHOI aopTbl

BeposiTHOCTL pa3BUTMS 3a3pbiBa rpPyLHON aopThl
OueHnBaemble NoOKasaTenu: P P

Hwn3kasn Bbicokas
ceMelHblli aHaMHe3 He OTAroweH OTATOLLeH
aHaTomua aopTanbHOro TpexcTBopYaThlii ABYCTBOpPYATbIN aopTasibHbliA
KnanaHa aopTanbHbIM KnanaH KnanaH
3HayeHune Z-KpuTepusa <2 >2
OlleHKa MNaTOreHHOCTW U MyTauuma He BbliiBleHa W MNaTtoreHHasa u (unn)
(nnn) BepoATHOW (Mnun) BapuaHT C BEpOATHO MaToreHHas
NaTOreHHOCTU BbIABNEHHOW HEU3BECTHbIM K/INHUYECKUM

MyTaunmn 3HayeHnem


https://www.ncbi.nlm.nih.gov/snp/
https://www.internationalgenome.org/
https://gnomad.broadinstitute.org/
http://genetics.bwh.harvard.edu/pph2/
https://sift.bii.a-star.edu.sg/
https://www.mutationtaster.org/

B c/iyyae BbICOKOM BepOSTHOCTV PasBUTUS PaspbiBa TPYAHON aopThl,

Nevyalumi Bpay MPUHUMaeT pelleHWe 006 00beme OKa3aHWA MeAULIMHCKOW

MOMOLLW.

MEPEYEHBb BO3MOXXHbIX OCNOXXHEHUW NN OLLUNBOK
MNP BbINMOJTHEHUN N YT YCTPAHEHWNA
[na VCKNYeHNs OLIMOGOK HeobX0AMMO TOYHOE BbIMOMHEHME MeToAa
M UHCTPYKLIMIA MO NPUMEHEHMIO NPOU3BOAUTENS.

KOHTPO/b KNMHNYECKOW 3(htheKTUBHOCTM He TpebyeTcs.



