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1. BnBenenune
1.1. HauMmeHoOBaHMe Ha CIIENHAITHOCTTA, MeIMIUHCKA TeHeTHKA

1.2. Nedbununus Ha cnenmanHoctra: MenuIMHCKAaTa TEHETHKAa € CHEIMaTHOCT, YHHUTO
MpeIMeT ca TeHETHYHUTE OO0JIECTH, HACICACTBEHUTE TNPEAPa3MOIOKEHHUS, COMATUYHUTE
W3MCHEHHS B TEHOMa M MEIHMKO-TEHETHYHOTO KOHCYJITHPAHE Ha NAalMeHTa U HErOBOTO
CeMeHCTBO. MeMIIMHCKaTa TCHETHKA Ce 3aHMMaBa C UACHTU(DUIIMPAHETO, MHTEPIPETALIUATA U
KOMYHHUKAIUATA HAa TCHCTUYHU q)aKTOpI/I, KOHUTO OIPCACIIAT WK BIUAAT BbPXY PAa3BUTUCTO HA
3a00JsIBaHMATA, KAKTO U C JICYEHUE, OCHOBAHO HAa WHAMBUIYyaJIHA T€HETUYHA MH(OpPMAIIHSL.
MenuuHckata  TeHeTHKa €  CHEIHMATHOCT ¢  HMHTEPAUCHUIUIMHAPEH  XapakTep,
B3aMMOJICHCTBAIA ¢ BCHYKH OCTaHAJIM MEIAMIMHCKU crienuamHocTH. OCHOBHUTE e Ha
crienrasTHoCcT MeAUIIMHCKA TeHETHKA Ca: MIOCTaBsHE Ha TeHETHYHA JJMArH03a U ONPE/IeIsTHE Ha
reHeTUu4YHa npeaApasnoIoKCHOCT, MHTCPIIPETAlNA Ha PEI3YJITATHUTEC, IIPOrHO3a U TCHECTUYCH PHUCK
B CEMEICTBOTO, ydacTHE B NpOCIEAsBaHETO Ha 3aboisiBaHeTo M M300pa Ha Tepamus,
npoduiIakTuKa, pa3paboTBaHe W TPOBEKIAHE HA CKPUHUHTOBH MPOTPaMH, ONpEICIsSHE Ha
TCHETUYHU MapKepy 3a MEePCOHAIM3UPAaHa Teparus U MPEJAOCTaBIHE Ha MEJIMKO-TEHETHYHA
KOHCYJITalluA. MGI[I/ILII/IHCKaTa TCHCTUKA BKJIIOYUBA M3y4YaBaHC HAa I'CHCTHUYHUTC IMPUYUHU 3a
3a00JIsIBaHMS TIPY YOBEKA U B3aMMOJCHCTBHETO MEXy TeHEeTHUHH (DakTopu U (akTOpHUTE HA
cpenara npu MyaTH(PAKTOPHU OOJIECTH; MOCTaBsSHE HA FCHETUYHA TUArHo3a upe3 aHajiu3 Ha
XpPOMO30MH, TE€HH, TEHOM W/WJIM HAa TEHHHW MPOAYKTH; MHTEPIPETUPAHE HA PE3yaTaTh OT
TCHCTUYHHA U3CJICIBAHUA HAa TCPMUHATHBHU U COMAaTUYHU MyTallluy, OLICHKA Ha q)aMI/IJ'ICH PUCK
Y TPOTrHO3a Ha 00JIeCTTa, MPOBEXKIaHe HA MPOPUIAKTHKA U 00CHKIaHe Ha MepCOHATN3UpaHa
Tepamnws; ydacTue B MyATHAUCIUIUIMHAPHU €KUITU PU N300pa Ha JIeUeHUe U MPOCIeAsIBAHETO
HAa TAIUEHTUTE C TEeHEeTUYHH 3a00NABaHMS, BPOJEHHM aHOMAIMU M TEHETHYHU
MMpEaAPA3MNOJIOKCHUSA, IpEBCHIUA Ha TCHCTUYHHUTC oosectu n HACJIICACTBECHUTC
MpeaAPA3MNOJIOKCHUSA YPE3 MPOBCIKIAHC HA TOCTHATAJIHU, IPEHATAJIHA U TPCAUMIIIIAHTAlIMOHHA
TeHETUYHU TECTOBE WM MAaCOBH M CEJICKTUBHU CKPUHUHTOBU MPOTpaMu; OMpeJeNisHe Ha
TeHETUYHU MapKepu, CBHP3aHU C MEPCOHAIM3MpPAHA Tepalus Ha TeHETHUYHUTE 3a00JIsIBaHUs,
npeapasmnojoXXCHusATa MW COMATHYHUTC MYTAlWMHM TIPU OHKOJOTMYHU 3a00maBaHud U
pa3pa60TBaHe Ha HTHAUBUAYAJIU3UPAHU AUATHOCTUYHU U TCPAIICBTUYHU ITOAXOAN HA Oaszara Ha
TeHeTUYHUS PO Ha MAIUEHTa; UISHTUPUIpaHe HAa WHIMBU/A 110 TCHETUYHH MapKepH;
MPOBEXKIAHE Ha MEIUKO-TEHETUYHO KOHCYJITHpAHE; Ch3JaBaHe W YIpaBlieHHE HAa OMOOaHKH;
pEeTHCTpHpaHe W ChXpaHSIBaHE Ha TCHETWYHA WH(GOpPMAIWS;, OKa3BaHE Ha CIICIMaIM3UpaHa

KOHCYJITaTUBHA, MCTOAMYCCKA M CKCIICPTHA IMOMOLI;, HAYYHOM3CJICAOBATCIICKA )IGfIHOCT -



yY4acTu€ B Pa3BUTUCTO HAa HOBU T'CHCTHUYHH TEXHOJIOTMM W HU3CJICIABAHUSA B obnactra Ha

TCHOMHKATA.

1.3. Ilpodecnonanna kBanupUKaMs HA JIHUIIaTa, KOUTO UMAT MPaBO Ja ce 00ydaBar 1o

CHEIUATHOCTTA: ,,JieKap”

1.4. TIpoabIDKUTETHOCT HAa 00y4eHHueTO: 4 (4eTHPH) rOAHHI

2. YyeOeH miaH

TeopemuuHomo O6y'i€Hu€ exousa 8 aKademMudyHu vaca ()H€6H0, a npakmu4eckomo

obyuenue ce nposelcoa Ha nvien pabomeH OeH.

[IpoabikuTeIHOCT
Paznen/Monayn p
(B Mecenn)
TeopernuHno od0yueHue Oomo 4
Paznen 1. O6ma (pyngamenTanHa) reHeTHKA 1
Paznen II. MeauuuHcKa reHEeTHKA B KIIMHUYHATA MTPAKTHKA 2
Pasmen Ill. [AuarHocTMYHM  TEHETHYHM METOAM U  JAPYrd
KOMIIETEHTHOCTH:  HAay4HO-H3CJIEOBATENCKa JCHHOCT; COIMAIHU 1
YMEHHUS U JIp.
IIpakTH4ecko o0yyenue Oommo 44
Paznen |. JJaboparopra nruarHoCTHKa, BKIFOYBAII! O6m10 12
1. [luToreHeTHYECH METO 3
2. MonekynsspHO-IIUTOT€HETUYHH METOIU 2
3. MonekynsapHO-TeHETUYHN METOI! 6
4. buouHdopMaTHUHU METOIU 1
Paznen II. MenunuHCKa TeHETHKA B KJIMHIUYHATA MTPAKTUKA, BKITIOYBAII: O6mmo 30
1. OO KOMIETEHTHOCTH 7
2. KnuHU9YHA yMeHUs 10
3. MHTepIUCIUIUIMHAPHO U MEXTYyTTPOPECHOHATHO
CHTPYIHUYECTBO C TEHETUYHU KOHCYITAHTHU, APYTU CHEIHATUCTH
U APYT TIEPCOHAI:
3.1. Moayn ,,I'enetuxa B [lenuarpusita“ 6
3.2. Moayn ,,I'enetuka B OHKonmorusra 2
3.3. Monayn ,,I'eHeTnka B AKyIIepCTBOTO M THHEKOJIOTHSTA™ 2
3.4. Monayn ,,I'enernka B Hepponorusira™ 1
3.5. Monyn ,,I'enernka BpB BeTpemaure 60mect 1
3.6. Moayn ,,JIpyru crienMaiHOCTH OT CHEeNH(HUYECH WHTEpeC 3a 1
cnienuanusanra (,,Jlepmaronorus®, ,, Xupyprusa' u zp.)*




Pazgen Ill.  [Ipyru KOMIETEHTHOCTH: Hay4YHO-K3CJIEIOBATEICKA 2
JIeHHOCT; IpernoaaBaHe u 00y4eHne; COIMATHU YMEHUS

Oo0mo: 48

3. MuHHMMAaJIeH 3a1bJIKUTEIeH OPoil MPaKTHYeCKH JAeHHOCTH

H3cnenBanusi, MAHUIYJIALMA U AP. bpoi

1. B3emane Ha MaTepuall 3a FeHETUYHO M3CIIeBaHE — BEHO3HA KPbB 3a
nurorenernueH u JIHK ananu3; uzpbpiiBane Ha uzonupane Ha JJHK u 200
OLICHKA Ha Ka4eCTBOTO 1

2. I3pppuiBaHe Ha MUTOTCHETUYEH aHATU3 - THKAHHO KyJITHBUPAHE,
00paboTKa, OIBETSIBAHE OT PA3JIMYHU BUIOBE OMOJIOTHYEH MaTEpUa: 80

BEHO3HA KPbB, KOCTEH MO3bK, (hHOPOOIACTH OT KOXKa U aOOPTUBEH
Marepuain

3. I/IHTepHpeTaHI/IH Ha pe3yJiTaT OT NOCTHATAJICH U ITPECHATAJICH 100
XPOMO3OMCH aHaJIn3

4. Ananu3 Ha IpeHaTaTHN CKPUHUHTOBH TECTOBE IPH OPEMEHHH CIIe]]
npoBe/ieH OMOXUMIYEH MaitunH cepymeH ckpuauHr 1 HUIIT, Bt 100
HOCHUTEJICTBO Ha PELECHBHA NATOJIOTUS

5. U3BbpiiBane Ha monuMepasHa BepuxkHa peakuus (PCR), MLPA
aHaJIU3 U MHTEPIIPETAIlKs Ha TIOJIY4YCHUs pe3yJiTaT, BKI. HA COMAaTHYHU 50
(MPETMKTUBHU MapKEpU B OHKOJIOTHUSITA)

6. MHWurtepmperamuss Ha  MOJEKYJISPHO-TEHETUYHH  PE3YJNTaTH  OT
MOJIEKYJISIPHO-TEHETHYEH aHAJIN3 Ype3 CeKBeHupaHe — kiacudecko u NGS- 80
0azupaHo

7. Yuactue B H3CJICABAaHN Ha BbHIIICH U BBTPCIICH KOHTPOJI Ha
Ka4C€CTBOTO

8. yqaCTI/IC/HpOBe)KI[aHC Ha MCIAUKO-TCHCTUYHU KOHCYJITAllUKM Ha
nalmueHT € HaCJICACTBCHHU 3a60J’I${BaHI/I${, BKJI. IPCrjica, Ha3Ha4daBaHC, 200

U3BbpIIBaHE, MHTEpIETALMS Ha CIIEUATU3UPaHU T€HETUYHU U3CIIeIBaHuUs
npu noHe 50 pa3nuyHu 3a00JsBaHUA

9. KnnnHUYHO-reHeTUYHA JAUArdHoCTUKa IpHu Ciiydau € BpOJACHU aHOMAJINU 50

4. 3aabJKUTETHU KOJTOKBUYMH

1. ®ynnamenTanHa renetuka (temMu 1-26 ot paszaena A Ha KOHCIIEKTa)

2. Menuko-reHeTHYHA TuarHoctuka (temu 27-35 ot pa3nen b Ha KoHCTIEKTA)

3. MenuuuHcKka TeHETMKa B KIMHUYHATa mnpaktuka — vact [ (OOmwm acnekry;
JucMopdomnorus u Tepatorenesa. [ eHeTHuHu 060JIeCTH, CBbP3aHU C AaHOMAJIUU Ha Pa3BUTHUETO;

Hesporenernka — temu 36-70 oT pazaen B Ha koHCTIeKTa)



4. MeauuuHCKa TeHETHKa B KiaMHM4YHata npakthka — 4act Il (I'emetnunu Gojectu B
oprammornorusara, YHI,  kapawosiorusTa,  MyJIMOJIOTHSTa,  TaCTPOCHTEPOJIOTHSATA,
He(pOJIOTUsATA U YPOJIOTHUATA, PEPOIYKIUATA, ChEIMHUTEIIHATA ThKAH U KOXara — TeMu 71-
101 ot paznen B Ha kOoHCHIEKTa)

5. MenuiuHCKa reHeTHKa B KiiMHnYHaTta npaktuka — dacT | (Exgoxkpuaam, METabOIMTHHY,
MMYHOJIOTHYHH, XEMaTOJIOTHYHU HapyIIeHUs U OHKOoTeHeTuka — TeMu 102-133 ot pa3aen B Ha

KOHCIICKTa)

5. 3HaHMsA, yMeHHS U KOMIIETEHTHOCTH, KOUTO CIEeHMAIM3AHTHT cJIe/iBa 1a Npuaoomne

|. JIaGopaTopHu/MHTEPNPETATUBHU JHATHOCTUYHHN YMEHMUSsI

ITo BpeMe Ha 00y4EHHETO CH CHEeNHATU3aHTHT 0 MeANIUHCKA F'eHeTHKa TpsiOBa 1a yCBOU
CIIEIHUTE JTAOOPATOPHHU JUATHOCTUYHU YMECHHS:

- la unentudunmpa, xapakrepuzupa U UHTEpOpeTupa reHeTuyHu (xpomozomuu, JTHK,
PHK) u enurenetuynu BapuaHTH, CBBP3aHH ChC 3a00JsBaHUATA (CEKBEHIIMOHHU BapHaHTH,
CTPYKTYpPHU M XPOMO3OMHH BapHWaHTH, COMAaTHYHU HETYMOPHU BapHMaHTH U MO3AUIM3bBM B
pa3MYHU THKAHU, KOHCTUTYTHBHHM M COMAaTHYHH TEHETHYHH BapHaHTH B TYMOpPHTE,
eMUTeHEeTHYHU U TPAHCKPUIIIIHNOHHU BapUaHTH);

- la mpenensiBa 1enechbo0pa3HOCTTa HAa MOMCKAHHS JaOOPATOPEH T'€HETUYEH TECT IO
OTHOIICHWE HA: TOKA3aHWs; OTPAHWYCHUS W YyBCTBUTEIHOCT/CIENM(UIHOCT HA METOJA;
npaBHa, eTWyHa W mnpodecuoHanHu cnenuduka; Ta0OPATOPHH TMPOLEAYPHU, TEXHUUECKU
W3HUCKBaHUS, KaTO HAMpUMep NpeJaHAIMTHYHA U MOCTaHAIUTHYHAa 00paboTka Ha mpodara,
aHaJN3, BKJI. OMOMH(OPMATHUEH U ChbXPAHEHHUE;

- Jla mo3HaBa u pa3bupa ciieJHUTe 1a00paTOPHU METOIU:

e ekcrpakius Ha [JJHK/PHK

* TMIOCTaBsIHE HA KJICTHYHU KYJITYPH, BKIFOUUTEITHO JTUM(OIUTH, IPEHATATHH KIETHYHU
pobu u pubdpodiactu

* MacCHBHO MapajeHO CeKBEHHPaHe (TeHOM/eK30M/TIaHeN, KbCH U ABJITH IPOYUTH)

* JMPEKTHO cekBeHupane mo CaHrep

* BapHaHT-CIECIU(PHIHA METOIU 32 TEHOTUITHPAHE

* aHaIW3 Ha TUHAMUYIHU MyTanuu (pparmented anaimms, Southern blot u ap.)

* ENUIreHEeTHYHH aHaIN3U (OUCYI(PUTHO CEeKBEHUPAaHE, METHIIAIMOHEH aHAIN3 U JIp.)

e TapretHu KonudectBeHu aHanusu (MLPA, qPCR u np.)

* METOJM 3a aHAJIW3 HA T€HHA eKCIPeCcHust

* KIJIACHYECKU XPOMO30OMHH aHAH3H

e (ayopecreHTHa in-situ xudpuamuzanus (FISH)



e wmukpounnosu JJHK meTonu 3a oTkpuBaHe Ha BapHaHTH B OpOst KOTIUS;

- la ymee na mpenctaBs MACHTU(GUIMPAHUTE BAapUAHTH, T'€HOTHUIIOBE M KApUOTHUIIOBE
chriacHo cranpaptHa HomeHkiatypa (HGVS 3a momekymsapua reneruka, ISCN 3a
IIUTOTCHETHKA);

- Jla ompenensi 3HAaUEHUETO HA TEHETHYHUTE BAPHAHTH, KATO W3IOJ3BA e HAOOp OT
HaJIMYHU PETUCTPH, 0a3u NaHHU, HAYYHH MYyOJUKALWUU U APYTHd U3TOUHULU HA MHPOpMAIUL
OTHOCHO:

* BB3/ICUCTBUE HA TEHHUTE BApUAHTH BHPXY HUBATA HA TPAHCKPUNTUTE U MPOTCHUHUTE

* BIIMSHHUE HA TEHOTHIIA BHPXY KIIMHUYHH U JPYTU (DEHOTHIIOBE

* BIIMSHHUE HA XPOMO3OMHHUTE BapUaIlMH BbPXY KJIMHUYHU U IPYTH (EHOTUIIOBE

e KiacuduKaIysa HA BapHAHTUTE MO OTHOIIIEHHE HA MATOTEHHOCTTA B ChOTBETCTBUE C
MEXIYHApOJAHUTE CUCTEMH U CTaHAAPTH,

- Jla ompenens 3HaYCHUETO HA MICHTHU(PUIIUPAHUTE BAPUAHTH 32 KOHKPETHHS KIMHHYCH
Ka3yC MpHU U3CJIECIBAHOTO JIUIIEC U MPU YWICHOBETE HA CEMENUCTBOTO;

- Jla u3roTBs n3uepnarenaeH JOKIIAJ 3a pe3y/lITaTuTe OT TeHETUYHO U3CJIeIBaHe, BKIIIOUBAII]
MOKAa3aHus, METOJIOJIOTHs, 3HAUCHUE Ha pe3yJiTaTa OT TeCTa 32 KOHKPETHHUS KJIMHUYEH BBIIPOC
W JONMBIHUTEIHN KOMEHTApW W/WIM TPENOPBKH 3a TECTBAHOTO JIMIE W WICHOBETE Ha
CEMEMCTBOTO, aKO € HEOOXO0AUMO;

- [la npenopbuBa 1 mpoBexaa (paMUITHU aHATTU3H, BKIFOYUTEIHO:

* CerperanuoHHH aHAJIU3U

e ananm3u 3a ckaueHocT (linkage analyse)
* aHaAJIM3 HA TPUOCHU

* KacKaJeH CKPUHUHT,

- Jla uHMIIMMpA ¥ IPOBEK/a aHATN3HU 33 CeU(PUIHNA WHINKAIIUHN, KaTO HalpuMep:

* T[OCTHATallHU, MPEHATAIHU U MPEAUMIUIAHTAIIMOHHU M3CJIeIBaHUS B o0JacTTa Ha
pEeNpoOAYKTUBHATA MEAUIIMHA

* TECTOBE 32 HOCUTEJICTBO

* TIPEIUKTUBHU TECTOBE 3a TE€pamus

* aHaNTW3U Ha MOJUTeHHUTE MoKa3arenu (polygenic score)

e (apMakoreHeTUYHH W/WiIu HapMaKOTEHOMHHU aHAIIU3H,

- I[a BHCIpsABA HOBU MCTOHNOJIOTUN U TCPAIICBTUYHU TCCTOBC.

II. MeauMHCKA FeHEeTHKA B KIIMHUYHATA PAKTHKA
1. O01mu 06s1acTH HA KOMIIETEHTHOCT

CHCI_II/IaJ'II/ICTI/ITC nmo MeIuiMHCKa T'€HEeTHKa TpH6Ba Ja uMar IOAJI0CTCH KIHMHHUYCH U
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71a00paTOpPEeH JAMAarHOCTUYEH OIMUT MO OTHOLIEHHME HA IIUPOK CHEKThP OT T€HETUYHH W/UIN
HacJIe/ICTBEH! 3a00JsIBaHMS, BKJIIOUUTEIHO: CTPYKTYpHHM aHOM@JIMM Ha Ppa3BUTHUETO,
HEBPOJIOTUYHM PAa3CTPONUCTBA, BKJIIOUYUTEIHO MHTEIEKTyajdHa HEIOCTaTbYHOCT, N'€HETHUYHU
OCTPU W XPOHUYHU JUCPYHKIUU HA BCUYKH OCHOBHH OpPTaHHU CHCTEMH, TC€HETUYHU
MYJITHCUCTEMHHU HapyLIEHHs], TCHETUYHN HapYyLICHUs Ha PENPOJYKLUATA UIIU MPOSIBSIBALLY CE
B IIpe- W IEpUHATAIHUS IEpHoJ,, TEHETHUYHW/HACJIEACTBEHUM CHHIPOMH Ha TYMOpHa
IIPEPa3I0JI0KEHOCT.

Crnenuanuctute Mo MeauIMHCKa TeHeTHKa TPpsAOBa Ja MOrar Ja MpeJoCTaBsAT MEIUKO-
TEHETUYHA KOHCYJNTAlMsl Ha IMalKMeHTa M HEroBOTO CEMEMCTBO 3a: IOCTaBsIHE W/WIH
MOJIIOMaraHe W3sCHsABaHE Ha KIMHUYHATA [JMarHo3a, Ha3HayaBaHe, IIPOBEXIaHE M
MHTEpIIpeTalysl Ha CIEUUAIN3UPAaHd T€HETUYHU H3CIIE/IBaHUs 3a IOCTaBsSHE Ha IEHETHUYHA
JIMarHo3a, olpeesisiHe Ha PUCK 3a IPOsiBa U IOBTOPEHUE HA TEHETUYHOTO ChbCTOSHUE, IIPOrHO3a
3a 3a00JI5IBAHETO U HETOBOTO YIPABJIEHUE UYpe3 aJIeKBATHU TEPAIIEBTUYHU HACOKH, IPEBEHIIUS
Ha YCIIO)KHEHMSITA.

2. KIMHUYHH yMeHust

Crneunanucrure no MeauiMHcKa reHeTHKa TpsiOBa Aa MoraT Jja. CHEMaT, perucTpupar u
MHTEpIpETHpaT NOApoOHA JHMYHA W CeMeiHa aHaMHe3a, Ja JOKYMEHTHpaT (aMuiHO
POJOCIIOBHE ¢ LiAaTa HE00X0MMa HH(POPMALUs B CbOTBETCTBUE ChC CTAHAAPTHUTE YKa3aHUS,
Jla W3BBPIIBAT IPUIOCTEH (U3UKAIEH Iperje] Ha BCHUYKM CHCTEMH Ha TSIOTO; Ja
UACHTUQUIHUPAT U ONUCcBaT MOP(HOJIIOTUYHU BapHaHTH, BKIIOUUTEIHO TUCMOP(UYHHN YEPTH U
MangopMmalnuu; JAa peructpupar (peHoTunHa HHGOpMalMs, KaTo H3MOJIBAaT CTaHJapTHA
HOMEHKJIaTypa; Ja 00001aBaT 1 ThIKYBaT HaJIMYHATa MH(OpMAIHs 1 KIMHUYHU HaXOJIKU O
OTHOIIICHHE HA BEPOSITHA UM MOTEHIMAIHA TeHEeTUYHA JHUarHo3a W/UiIM F€HEeTHYHU PHCKOBE;
Ja OMPENeNaT M 3arno4BaT MOAXOJSAIIM T'€HETUYHH W HETeHETHYHU W3CIEABaHUS U JPYrH
MEpKHU; /1a TO3HABaT U N30MpaT MOAXOIALIN FeHETUYHU JJAOOPaTOPHHU TECTOBE OT LIEHsI Habop
OT HAJIMYHU METOJIH; J1a MOraT Jia MpaBsT ClIpaBKa Ha HaAy4YHU CTAaTUH, 0a3u JaHHU, Y4eOHULIN
U JIpyr'M UHPOPMALMOHHU PECypcH; Ja B3eMaT HH(POPMHMPAHO ChIJIaCHe, BKIIOUUTEITHO
CBhIJIACHE 3a TECTBAHE Ha JIElla U Bb3pacTHU 0€3 MpaBOCHOCOOHOCT; a MpUEeMaT U U3Ipalar
MOAXOIAUIN MPoOHU; J1a JOKYMEHTHPAT BCUYKU JEMHOCTH B CHOTBETCTBUE ChC 3aKOHOBHUTE U
€TUYHUTE M3UCKBAHMS; /1a ca KOMIIETEHTHM M €TUYHM B KOMYHUKALIMUTE, KAKTO C KOJIETH

TCHCTUIIU N HC-TCHCTHUIIM, TaKa U C TallMCHTAa 1 HCIrOBUTC OJIM3KWU.

I11. Ipyru KoMneTeHTHOCTH
1. Hay4Ho-u3c/ie10BaTeJICKA A1eHHOCT

CHCI_II/Ia.III/BaHT’BT mo MeauuuHCKa T€HETHKA Tp}I6Ba Ja HpI/II[OGI/IC CJICAHUTC YMCHUS:



-Ja cbOupa HayyHOM3CIIENOBATENCKU MMyOJIMKAMM M Jla OLEHsABa KPUTHYHO
ChJIBPIKAHUETO UM;

-Ja pa3dupa KOHLENIMUTE M W3MCKBAaHMATA HAa KIMHUYHUTE W J1a00OpaTOpHUTE
U3CceABaHMs U J1a CbCTaBs IPOTOKOJI 32 U3CIIE/IBAHE;

- 1a cb0upa 1 aHAJIM3KMpa JaHHU, KaTO U3M0JI3Ba OCHOBHU CTATUCTUYECKU METOIH;

- 1a pa3bupa ¢azure Ha KIMHUYHUTE MPOYYBAHUS U MPUHIIUIIUTE HA J0Opara KIMHUYHA
IIPaKTUKA;

- J1a OpraHu3Kpa 1 OChIIECTBABA HAYYHU U HAYYHO-IIPUIJIOKHU U3CIIEIBAHMUS;

- J1a IONpHUHACA 3a MOAIbPKAHETO HAa TeHEeTUYHU 0a3u JaHHU U OMOOAHKU.

2. IlpenogaBaHe U 00y4yeHue

Crennanu3aHTbT 10 MeauIMHCKa reHeTHKa TpsOBa Ja MOXKe J1a yJacTBa B:

- IPEIMIITIOMHO U CIEATUINIOMHO OOydeHHe MO0 MEIHIIMHA, JTabopaTOpHAa TeHETUKa U
TE€HETUYHO KOHCYJITUPAHE;

- IpernojjaBaHe U 00y4YeHHe Ha JIMIA C TEXHUYECKU U HeaKaJIEeMUYHH MPOQechn;

- IETHOCTH, HACOYEHU KbM OOIIECTBEHO 00pa3oBaHUeE.

3. HerexHu4ecKH yMeHUS

Crnenunanu3anTsT o MeauimHcKa reHeTuKa TpsaoBa Ja mpuaoorue yMeHus 3a:

- OpraHusvpane, KOHTPOJIHUpaHe U PbKOBOJCTBO Ha paboTaTa Ha IEpcoHalla Ha 3B€HaTa 10
MEIHUIIMHCKA TeHETHKA;

- KOMIIETEHTHOCT Ha JIMJIEPH KaTo PbKOBOJUTENIM HA KOJEKTUBU (YMEHHS 3a IJIaHHpaHe,
MEHU)KMBHT, IOCTHraHE Ha €(QEKTUBHOCT M KOHTPOJ Ha JEeWHOCTHTE, pa3OupaHe Ha
3aKOHOBUTE M €TUYHH MPUHITUIIN);

- CIIa3BaHC HA CTUYHU CTAaHAAPTH.

6. Koncmekr 3a ABbPKABCH U3IUT 32 CIENHAJTHOCT MeauumuHCKA reHeTHKA

Paznen A. ®yHagaMeHTAJHA TeHETUKA

1. O6mu acnektu: I'enetnka m menunuHa. Ilepconanusupana meaunuHa. [Tonarue 3a
penku 6oectd. YoBeIIKY TeHOMEH MPOEKT U TeHOMHUKA B 3/JpaBEOIa3BaHETO.

2. MaTepI/IaJ'IHI/I OCHOBH Ha HaACJICACTBCHOCTTA. XpOMOSOMI/ITC KaTO OCHOBHHU KIJICTBYHU
CTPYKTYpH Ha HacCJeICTBEHOCTTa. MHKPOCKOINCKa M CYOMHKPOCKOIICKAa OpraHM3aius Ha
XPOMO30MHUTE U MOBEJEHUE 110 BPEME Ha KJIETHYHOTO JIEJICHE.

3. Kapuotun Ha yoBeka. XpoMO30MEH XeTepoMOp(hH3bM U 3HAUEHHE 3a MpaKTHKAaTa.
MUTOXOHIpHAITHA XPOMO30MH.

4. MonekylHH OCHOBM Ha HacieAcTBeHocTTa. OpraHu3anus Ha YOBEUIKUS TE€HOM.

Crtpykrypa u ¢yHkuus Ha renute. Exkcrnpecuss Ha reHetmuHata wuH(opmanus. ['eHHa
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peryJsanus.

5. IHK mnomumopduszbm. Mynturennun ¢davuauu. I[loBropenn JIHK cexBeHmmm —
3HAQ4YCHME 3a JUATHOCTUKATA U TCHETUYHUTE NPOYYBAHUS.

6. ETnonoruss Ha MOHOTeHHUTE 3a0oisBaHus. MyTanMoHeH Tmpouec. Eranu Ha
MyTalMOHHUA nporec. Tunose Myranuu. @akTopu, HHIYIHUPAILXA MYTALHH.

7. 'eHeTnyHa M TE€HOMHA BapHMAOWIIHOCT; CEKBEHLIIMOHHUM BAapUAHTU; CTPYKTYpPHH
BapHaHTH; ENUTeHETUYHN BapuaHTH, yHUnapenTtanna quzomus (UPD); mynturennu dpamunumy,
noBTopeHu [IHK cexBeniuu, Bapuantu Ha MT/JHK. OyHknnonanau epekTd Ha BapUAHTHTE:
KOJINYECTBEHHU €(DEeKTU Ha BapUAHTUTE; KAUECTBEHU €(PEKTH Ha BAPHAHTUTE; CIOXKHU e(eKTn
Ha BapUaHTUTE.

8. Myranumu B sigpenara JJHK, kouTo BoasT 10 Ch3aBaHe HAa: aHOPMAaJICH T€HEH MPOJYKT,
HaMaJieHa IpPOAYKIMS WM JIMIICA HAa TIEHEH IPOAYKT, 3acsAraliy IOCTTPaHCIAlMOHHATa
MouduKkays Ha 6enrbka. Myrtanuu B Mutoxonapuannata JJHK.

9. llognbpxkaHne Ha CTaOWJIHOCTTA HA TIeHOMA W KJIETbYHA CMBPT: MEXAaHU3MHU 3a
penapauus Ha JJHK; knerpuna cMbpT, anonrosa.

10. AHK wmyranmmuu, KOWUTO TPOMEHST aKTUBHOCTTa Ha TEHUTE, YYacTBAIld B
TymoporeHe3ata. Onkorenu. TymopcynpecopHu reHu. KionanHa xemaromoesa ¢
Hegerepmunupan norenuuan (CHIP).

11. ITarorene3a Ha MoHoreHHure 3abonsBanus — JJHK myramuu, kouto ce orpassBar
BBPXY CTpYKTypaTa u ¢pyHKuusATa Ha en3umute; [JHK myranmu, kouto HamansBat akTUBHOCTTA
Ha PELENTOPHUTE TPOTEHHU

12. Tlarorene3a Ha MoHOreHHute 3abonsBanus — JIHK myranum, 3acaramu cuHTe3a Ha
CTPYKTYpPHU IPOTEUHU

13. MexayreHHu B3auMOJEHCTBHs. [ €HOMEH MMNPHHTUHT. HembiiHa NMEeHEeTpaHTHOCT.
Bapuabunna excpecuBHocT. Enucrasa.

14. EnurenetnyHu MOAU(UKAIIUU Ha TEHOMA

15. OcHOBHM MeXaHU3MH 32 BB3HHMKBaHE Ha XPOMO30MEH JucbOanaHc. XpOMO3OMHH
MyTalyy ¥ XpOMO30MHA YYIUIMBOCT. XpOMO30MEH MO3aulIU3bM. [[UTOreHeTHUHN BapruaHTH.

16. MoHOTeHHO YyHacie[sBaHe: aBTO30MHO-IOMHHAHTEH THI HAa YHACJeIsBaHe,
aBTO30MHO-PELIECUBEH THUIl HA YHacle[IsiBaHE, X-pELECHMBEH THUI Ha YyHacle[sBaHe, X-
JIOMHUHAHTEH THUII HA YHACJIEIIBaHE, YHACJIEAABAHE, CBBP3aHO ¢ Y XpoMo30oMara.

17. HerpanuuuoHeH THIl Ha yHacle[sBaHE HAa T€HETUYHM 3a00JIsiBaHUS MpPU: TOHAJIEH
MO3aulM3bM, JUHAMHYHU MYTallMM, T€HOMEH HMIPUHTUHI U €IHOPOIMTENCKA TU30MUS,

MUTOXOHAPUATTHO YHACJICASABAHC, TUI'CHHO YHACJICAABAHC



18. Mo3zaunuzbm. O6mu npuHIUny. Criennu@uIHr acTeKTH Ha MO3aullu3Ma.

19. ®apmakoreHetrika MU reHoMmHKa. PapMaKOreHETHKa W HEXKEIaHU JIEKapCTBEHU
peaxuuu.

20. Iomynamuonna reneruka. [lpunununu. 3akon Ha Xapau-BaiinOGepr. Anamu3 3a
CKa4eHOCT. ACOIIMaTUBHU MPOYYBaHUS. [ eHETUUHA e IEeMUOJIOTHSL.

21. KnerpuyHa OMOJIOTHS: KJIETKH U OPTaHesH; HIUTOCKENIET; MUTOXOHIPUN; IEPOKCU30MU;
JIM3030MH; €HJOIJIA3MEH PETUKYJIYM U arapar Ha ['oJku; Apyru opraHeny; BbTPEKIETbUEH
tpaduk. Kiierbuna MmemOpana: MeXIyKICTbUHU BPB3KH; TPAHCIOPTEPH; KaHAIIU; PELETITOPH;
ad (IbPBUYHH, TOABMKHH ). OcHOBHM curHanau mbrumia: SHH, Wnt, TGF-b, FGF, GDNF,
RTK/RAS/MAP wu PI3K/AKT, EPHRIN, TNF, NOG, MYC, Notch, p53, GNBP.
Excrpanenynapen marpukc: ¢puopu, KIETKH, MATPUKC, (DYHKIIHS.

22. KieTpueH HUKBI U KIETHYHO AEICHE. MUTO3a, MEH03a, FTaMeTOreHe3a

23. Jlebunutu Ha penapanusara Ha JJHK. Mexanu3mu 3a nonpaska va JIHK napymenwus:
JUPEKTHO BH3CTAHOBSIBAHE; Bb3CTAHOBABAHE UPE3 U3PSA3BAHE; pernapupaHe Ha €IHOBEPHKHU
noBpenu (SSBR); penapupane Ha aBoiiHoBeprkHU cKbeBaHus (DSBR).

24. EmOpuonorus W TeHETMKAa Ha pPa3BUTHETO. PaHHO eMOpHMOHANHO pa3BUTHE.
OmnpenensiHe Ha I0J1a, HEBpaAJIEH I'peOeH, HEBpaiHa TpbOa, acUMETpuUs JIIBO-ASICHO, COMUTH,
JTUIEBO-YeperHo pa3putue. Gopmupane Ha OJIU3HAIM.

25. EMOpuosorus v reHeTHka Ha pa3BUTHETO. Pa3BuTHe Ha OpraHuTe: MO3bK U CETUBHU
oprauu (ouu, yuru, oOOHsHKE); nepudepHa HEPBHA CUCTEMa M MYCKYJIH; KOCTH M XPYIISIIH,
KpalHUIM; ChpIE U KPbBOHOCHU ChJI0BE; ObOpEeYHa U ypOTE€HUTAIHA CUCTEMA; €HI0/IEpPMAIIHU
npousBoaau (0su1 Apob, depeH Apod, MaHKpeac, YepBa; KOXKa); SMUACPMAIHU HPUIATHIN
(3p0w, KOCa; EHIOKPUHHU OPTaHW: KPbB M HMYHHA CHCTEMA).

26. TloctHartamHO pa3BuTHe U cTapeeHe. PazBuTue Ha nenara u roHommre. CTapeeHe.

Pazgen b. MeauKo-reHeTUYHA JUATHOCTHKA

27. 1luToreHeTHYHH METOAM — NPHUHLUIK Ha PYTUHHUS LUTOTEHETHYEeH METOJa 3a
KylITUBHpaHe U o0paboTBaHe Ha: TUMQOIUTH, AMHUOIIUTH, XOPUOHHH BbCHU, KOCTEH MO3BK,
(bubpobnacTu, TYMOPHH KJIETKH U JIp. DiyopeclieHTHa UH CUTY XUOpUanu3aius. X poOMO30MHH
MHUKpPOYHUTIOBE. MeXIyHapoIHa cucTeMa 3a Xxpomo3omHa HoMeHkIaTypa (ISCN).

28. MonexymnspHo-reHeTHYHn Metoau. Meronu 3a um3onupane Ha JIHK/PHK. Teuna
ouorncusi. HoMenknaTypa 3a 3amucBaHe Ha MOJICKYJISIPHUTE BapHAHTH.

29. MonekynspHo-TeHeTnaHH aHamu3n: PCR-0a3upany TeXHUKH; KOJIMYSCTBCHH aHATTU3U
(QPCR, ddPCR, MLPA); meroam 3a aHaiuM3 Ha CKCIAH3Ws Ha HYKJICOTHIHU IOBTOPH

(¢parmenTen ananus, Southern blot)
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30. MonekynsapHo-TeHeTHUYHU MeToAu. Bumose cekBennpane Ha JIHK.

31. MonekynsipHO-TeHETUYHU METOAU. MEeTWIAMOHHU aHAJINM3H, eUIe€HOMHKA, APYrH
MOJTU(UKAITIH.

32. Mertoau 3a MPOTEOMHU ¥ OMOXUMUYHH aHATH3U. MeTab0oI0MHUKA U JIUITHIOMHKA.

33. I'eHeTM4HHU acleKTU Ha MPEJUKTUBHATA METULMHA

34. ExcnepuMeHTanHa reHeTuka. ['eHOMHO pegakTupane. MoaeIHu CUCTEMHU.

35. buoundpopmarnyan ananuszu. basu gaman. Web wu3TouHMummM. Mertoau  3a
UACHTU(UKAIMS HA OTTOBOPHHUTE T€HHU.

Paznes B. MeaunuHcKka reHeTUKA B KJIMHUYHATA PAKTHKA

O0mM acnexkTn

36. BonanyHM ¥ amMOynaTOpHU KOHCYITaMK. MHTEpIMCIUITIMHAPHA €KUIH B 00J1acTTa
Ha MeEIUIMHCKaTa TreHeThka. EThynHu acnektu. OOIIeCTBEHM U KYJATYpHU acCHEeKTH.
EBponeiicku M MEXAYHAPOJAHM MPEKOBU CTPYKTYpH. ['€HETHYHO 3aKOHOAATEICTBO U
peryiaaTopHU acleKkTH, akpeauTauus. buobaHku. 3ammra Ha JaHHUTE. PenpoayKTHBHO
3aKkoHozAaTencTBo. Ilepconannsupana reneTnyHa u reHoMHa MmeauuuHa. [T pecypen.

37. Opranuzanusi Ha TEHETUYHOTO oOciyxBaHe B bwarapus. Peructpu Ha BponeHm
aHOMAJIMH U HACJIEICTBEHUTE 3a00IsIBaHUS — IPUHLIMIIY, 1I€J1 U 3a7a4d, OpraHu3alus.

38. Meauko-reHeTMYHa  KOHCyidTanus. ['eHeTMyHa  JAWMArHoctuka.  ['eHeTH4yHO
KOHCYJITHpPaHe U KoMyHuKanus. [Iperect 1 mocTTecT reHeTUYHO KOHCYJITHUPAHE.

39. Ilokazanusi 3a TEHETHMYHW/TEHOMHH TecToBe. llocTHaTtanmHW, TpEHATaTHH U
MpeIMMITIaHTallMOHHYU TeHeTUYHH TecToBe. [IpeHartanna odpa3zHa nuarsoctuka. HennpasuBuu
npenatanHu TectoBe (NIPT). B3emane Ha npenarannu npoou. [IpaBHY 1 €eTHYHM aCHEKTH.

40. T'eHeTUYHU CKPUHUHTOBH ITPOrpamMu

41. Tepanus Ha reHetuuyHure Oonectu. KOHBEHIMOHANHA Tepanus Ha TEHETUYHHTE
6onectu. JlekapcTBa cUpaliy.

42. TlpuuenHa Ttepamusi — oOla Xapakrepuctuka. llpunenHa tepanus Nmpu COMUAHU
TYMOPHU ¥ OHKOXEMAaTOJIOTHYHU 3a00IsIBaHHUS.

43. T'enHa Tepanus — MIPUHIUIHN, Bb3MOKHOCTH, ITPHIIOKEHHE

Jducmopdosorus u TeparoreHe3a. I'eHeTmuyHu 00J1eCTH, CBBP3aHM C BPOJEHH
AHOMAJINHM HA PA3BUTHETO

44, BponeHM aHOMAaJMM Ha pPa3BUTUETO — ONpeJeNieHHe, BUIOBE — EIUHUYHH U
MHOKECTBEHH, nucMopdonoruuna kiacudukanus. Enunemuonorus. Knuauuen noaxoa KeM
JIET€ C MHOKECTBEHHU BPOJCHH aHOMAJINU.

45. JTucmopdosoruss u TteparoreHesa. JlucmopduszbM (MOpdoSIOTHYHM BapUaHTH).
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ETvonorus Ha BpOAECHUTE aHOMAIUU — pOJIl HA T€HETHMYHUTE U TEPATOTeHHUTE (PaKTOPH.
YecToTa ¥ 3HaYeHHE HA BPOJECHUTE AaHOMAJIMM 3a NATOJIOTUATA MpH 4YoBeka. IlaroreHeTnyHu
MexaHu3Mu (Mandopmarys, negopmanusi, TMCPyNnuus, Auciuiazus). Acounanun. CeKBEHIUH.

46. Tepartorene3a. dertaseH anKoxojeH CHHAPOM. JlekapcTBa ¢ TeparoreHeH e(exT
(petunouau, a"thenwientuny, BaphapuH, ACE uHXuUOUTOpH, JHUTHHA, (IYKOHA30,
tanmuaomua). Heudexknmosznu 3abonsBanus Ha Opemennata (PKU, nmaber). Bponenm
unpeknuu (pydeorna, Tokcoruiazmoza, CMV, xepmecen Bupyc 1, HSV 2, Zika, HIV).
Vonusupania paguanus.

47. Xpomo30MHH 00JIECTH MPU CTPYKTYPHH U OpOMHH abepaliuy Ha IMOJIOBUTE XPOMO30MH

48. Xpomo3oMHU OojieCcTH TIpH OpOMHU W CTPYKTYpPHH aOepallud Ha aBTO30MHUTE
(rpuszomus 21, tpuzomust 18, Tpusomus 13, curapom Ha Wolf-Hirschhorn (4p-), cunapom na
Cri-du-chat (5p-), curapom na [ManucTep-Kunuan (Mo3aeuna uzoxpomoszoma 12p)

49. MukpoaeneoHHI/MUKPOTYTUTMKAIIMOHHA ~ CUHAPOMHU.  CBITHOCT, MOJIEKYJIHA
XapaKTepUCTHKa, MEXaHM3MU Ha ¢eHoTunHa ekcnpecus. CunapoMm Ha Ywisamc, 15¢g-
aACOIMUPAHU MHUKPOJICJICIIUOHHU CHUHJIpOMU (BKJI. 15q13.3), l6pl1.2
JeNeIMOHEeH/ IYTITMKAIIMOHeH CHHIPOM, CHHIpoM Ha CMmut-Marenuc, cunapom Ha [loTorku-
Jlynicku; cunmpom Ha Mwmnsp-Hdukep, 22ql1.2 cunapom nHa DiGeorge/Shprintzen/VCF,;
AyIudkanus, cuaapom Ha denan-MakaepMus,.

50. Bonectu cBbp3aHU C HApYIICHUS HA TCHOMHHS UMIIPUHTUHT (cuHapoM Ha [Ipanep-
VYunu, maitunaa UPD 14, cunnpom Ha Cunbp-Preen, cunnpom Ha bekyut-Buaeman)

51. RASonaruu. Cunapom Ha Hynan. [Ipyru PAConaruu (cunnpom Ha CFC, cunapom
Ha Kocreno, cunnpom Ha Jleruyc).

52. Hapymenus nHa qucperynanusra Ha PI3K/AKT (cungpom Ha Proteus, cBpbXpactex,
cebp3al ¢ PIK3CA)

53. Xpomarunomaruu (cuaapom Ha Kopuenus ne Jlanre, cuaapom Ha Koduu-Cupuc,
cu"apom Ha Huxonamnec-bapaiiuep, cunapom KaOykun, CHARGE cunapom, cunapoMm Ha
PyOunmaiin-Taitou, cuaapom Ha Kleefstra, cunipom Ha Cmut-Marenuc, cuaapom Ha Cotoc,
cunapom Ha Ceken)

54. Hapymuienus ¢ nedekt Ha KpaHUILIUTE KaTO OCHOBHA XapaKTePUCTHKA (CHHIPOMHU Ha
Xont-Opam u Yinnap-Mamapu, CMHIpOM Ha TpomOouuToneHus ¢ amiasus Ha paguyc (TAP),
cuaapom Ha TayHc-bpokc, cunapom Ha @aiHroNI, CUHAPOM Ha EKTPOAAKTHIINA,
eKTOo/iepMallHa AMCILIA3Us U 1IeNKa Ha YCTHaTa W/UiIi HeOLEeTo

55. Hapymienus C JUIEBO-4YepelHM AaHOMAJIWM KaTO OCHOBHA XapaKTEPUCTHKA

(ppoHTOHA3aMHA AMCIUIA3UA, KPAaHHO(PPOHTOHA3AJNEH CHHIPOM, CHHAPOM Ha Tpuidbp-

12



Komune, xemudanuamna mukpocomust (cuaapoM Ha ["ongerxap)

56. JIlpyru MOHOTE€HHU CHUHJIPOMHU: C HapylleHus Ha mbTs Ha Notch (cunapom Ha Anaru,
CTIOHAMJIOKOCTAJTHA JIM30CT03a); ¢ HapylieHus Ha homeboX renure (tpuaga va Kypapuho): ¢
HapymieHues Ha Sonic hedgehog nbrst (cunapom Ha Pallister-Hall, cunapom na Greig);
cuHapoM Ha Aarskog; Bponena numoauctpodus Ha Berardinelli-Seip; cunapom Ha Moyat-
VYunceH; cunapom Ha BaapaenOypr; cunapom Ha KBG, curzapom, cuHapoM Ha Simpson-
Golabi-Behmel)

HeBporenernka

57. Hesponoruunu pascrpoiicta. O0mia xapakTepucTika. MIHTenekTyaaHo yBpexaaHe u
HEBPOJIOTUYHU PA3CTPOMCTBA: CTPATETUH 3a OLICHKA U JUarHOCTHKA.

58. CuHapoMH Ha UWHTENEKTyalHa HEJIOCTaThUYHOCT, CBBpP3aHU C X XpoMo3oMaTa
(curIpoM Ha uyrumBaTa X, cuaapoM Ha Per, cunapom Ha Kodun-Jloypu, cuaapom Ha anda-
TaJIACEMUSI/HAPYIICHO HHTEIICKTYATHO Pa3BUTHE)

59. CuHIpoMH Ha MHTEJEKTyallHa HEJOCTaThYHOCT, CBBP3aHU C AaBTO30MHU TI'€HHU
(cunapom Ha KoeH, cuHIpOM Ha AHreIMaH)

60. Hepomornyau napymenus. Mandopmanmu Ha TJIaBHUS W TPBOHAYHUS MO3BK
(Mukpouedanus, makpouedanus, nepeKTH Ha HEBpalHaTa TpbOa, Xuaporedanus, BKI.
Hapywenus, cebp3ann ¢ LICAM, xononposeHuedanuss ¥ CENTOONTHYHA JUCILIA3U,
HapyIICHUs] Ha MUTpAIUATa Ha HEBPOHUTE (JIUCEeHIe(ans, IepUBEHTPHUKYIapHa HOyIapHa
XETePOTONHS, MO3bYHU MOP(HOJIOTUIHN AaHOMAJIHH)

61. Hapymenus Ha KoOpIUHANMATA U ABMKEHHTA: iepedesiapHa aTakCHsl, BKJI. aTaKCUs
Ha Opujpaiix; HacIEeICTBEHU CIIACTUYHU Maparuieruy; 601ecT Ha X bHTUHITHH U JPYTH XOpEeH;
JUCTOHMH W TIapOKCU3MAJIHU Pa3CTPOWCTBA, BKJ. JOMAa-peakTHBHA IUCTOHMS; OoyiecT Ha
[TapkMHCOH W aTUTTUYEH TAPKUHCOHU3BM

62. HeBpoperenepaTuBHHU pa3CTpPONCTBA U IEMEHIINH: JEMEHITUS — HACIEICTBeHA O0IecT
Ha AnixaiimMep; HEBpOJEreHepaluss C HaTPyIBaHE Ha JKeIsI30 B MO3bKa; JIEBKOAUCTPODUH
(Pelizaeus-Merzbacher, X-cBbp3ana agpeHONIEeBKOAUCTPODUSI)

63. Emunencun. Kimacudukarnwss Ha enwierncMUTe MO HA4Yalo W THN. ETHOJOTHS Ha
enmmnenicunte. CTpyKTypHH emwiencud. MerabomuTHu emwiencud. Kanamomatuw (BKIL.
SCN1A-, KCNQ2-, CACNALA-cBbp3aHu MPUCTHIN). J[pyri reHeTHYHH SIHIICTICHH.

64. Cneuuduunu cunapoMu Ha enwiencus. Enunentuynu eHuedanonatuu (BKIIL
cuapom Ha Yect). Cunapom Ha [pase. Jedpuuutr wa GLUTI. [lpunansiu, cBbp3aHu C
GRIN2A. lIpumageuu, cebp3anu ¢ PCDH19.

65. HeBpomyckynnu Hapymenus. O0mia xapkrepuctuka. [Ipuunnu 3a ¢peranHa akuHesusl.
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66. Myckymau nuctpoduu. Muotonnuna guctpodus tum 1 u 2. Myckymaa guctpodus
Ha [lromen/bekep. JIpyru myckyiaHu auctpoduu (BKI. (alnuo-cKamyjao-XxymMepalHa U Mosc-
KpalHUK).

67. Ipyru 0BpBUYHH MYCKYJIHH 3a00JIIBaHUS — 3JIOKQUECTBEHA XHUIEPTEPMHUSI.
Hapymenust Ha HEpBHO-MYCKYJIHMS CHHAIC — HAcleICTBEHHM MHACTEHUHM, CHHIPOM Ha
Eckobap.

68. HacnenctBenu MOTOpHH U ceH30pHU HeBponatun — PMP22-acommmupann HMSN tun
1 © HNPP. 3abonsBanust Ha MOTOpHUS HEBPOH - CIIMHAJIHA MYCKYJIHA aTpodusi, aMuoTpouyHa
JaTepaiHa CKiepos3a.

69. Ilcuxumatpuunm pasctporictBa. [lluzodpenus wu aApyrm 1nCUX03HW, OHUMOIAPHU
pa3CTPOMCTBA U IETIPECHS.

70. PascrpoiictBa OT  ayTHCTHYHHS  CHEKTbp. [loBemeHYeckH  pa3CcTpOWCTBA!
MOBEJICHUYECKH ()EHOTHIH, CBbP3aHHN ChC CHHAPOMH; TPUCTPACTSIBAILO ITOBEICHHE.

I'enernunu 0ojiectu B opraamoiorusita u YHI

71. Bpoaenu ounu Mandopmaiuu: MUKpodTaaMus, aHOPTaIMHKS, KOJIOOOMa; aHOMaJIH!
Ha rpejHarta kamepa (cuuapom Ha AkceHdena-Purep, anomanus Ha [Tutspc). Hapymienus na
npejHaTa KaMmepa: KaTrapakra (BpojeHa, MpaoOuTa); JyKcalus Ha JielaTa; IJIayKoma
(TbpBUYHA [JIAYKOMA).

72. HapymieHnus Ha peTnHaTa: HECUHAPOMHHU PETHHONATHM (BKJ. BpOJIeHa aMaBpO3a Ha
JleOep, nurMeHTeH peTuHUT, acouuupan ¢ RPE6S); cunapomun peruHonatuu (CHHIPOM Ha
bapner-bunbn, cunapom Ha Amiep); MakynHa jaereHepanus (Bki. 6ornect Ha Illaprapar),
PETUHOCXM3a; AETEHEPaLUs Ha XOpUOpETHHATA

73. Hapymienust Ha 3puTeNHHs HEpB: HacleJCTBEHa ONTHYHA HeBpomaTus Ha JleGep.
Jdpyru  o(pTaaMONOTHYHU  3a00JsIBaHUST W aHOMaTUM  (OKYJIOKYTaHEH aJOMHHU3BM,
HACJICICTBEHH HApYIICHWs Ha IIBETHOTO 3peHHe). HapyuieHus Ha KiIenayuTe W MHUTIIHTE:
CHHJIpOM Ha 65edapoprmMo3a-nTo3a-enuKaHTyC HHBEPCYC.

74. T'myxoTa: BpojieHa IIyX0Ta (CEH30pHO M MPOBOJHO YBpPEXJaHE Ha ClIyXa); INIyXoTa,
CBBp3aHa ¢ KOHEKCUH 26; riyxota, cBbp3ana ¢ MT/IHK; Hecunapomua riyxora; cuHapomMHa
rIIyXxoTa.

75. KpanunocuHocTo3u: kpaHnocuHocTosu, cBbp3anu ¢ FGFR (Apert, Crouzon, Muenke,
Pfeiffer); napyrm kpanmocmnocro3m (cuHapom Ha  Saethre-Chotzen). Ilemku Ha
yCTHaTa/HEeOIeTO: HECHHJPOMHA IleNMKa Ha YCTHATa/HEOIEeTO; CHHAPOMHA IIeTKa Ha
ycTHaTa/Heb1eTo; nocienoBaTesHocT Ha [Iuep-Pobun. pyru kpanuodanuaiiy aHoMaluu U

VYHI 3a60nsBanus: KJIeHJ0KpaHHaHa JU30CTO3a.
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76. CTOMAaTOJIOTUYHHU HAPYIICHHUS. XHUITOJAOHTHS/OJUTOJOHTHS/CBPBXOpOHU 3501 (BKJI.
CHUHIPOM Ha OJIUTOOHTHS-KOJOPEKTAIECH paK); amesnoreHesuc ummepdekra; dentinogenesis
imperfecta; Hapyuienus Ha 3p0HATA epyMIKs/pe30opOLns/3aryoa.

Kapanoreneruka u reneTuanu 0es101podHu 0oJiecTn

77. Bpogenu cwpneunu mandopmanuu. BHeszanHa cbpiedHa cMbPT (BKJI. MPH JAena U
BB3pacTHU ). KopoHapHa 601eCT Ha ChPIETO (AUCTUITHICMUHN).

78. HacneactBeHu KapJHOMHONATHH: XMIEPTPO(YUYIHA KApIUOMHUOIATHS, TUIATaTHBHA
KapJIMOMHONATUs,  ApPUTMOTEHHA  JICCHOKAMepHa  KapAMOMHONATHSA,  JIEBOKaMepHa
HEKOMIAKTU3allUA, ChpJeUHa aMIIION103a (TpaHCTUpEeTHHOBA amuiionio3a, TTR)

79. HacnenctBeHu CMHAPOMHU Ha apuTMuUs: CUHAPOM Ha bpyrana, cunapom Ha nbiarus QT
uHTepBal (BKI. cuuapom Ha J[xepsen u Jlanre-HuiceH), karexonaMuHEprudHa moJmMopdHa
KaMepHa TaxUKapIus

80. MynrucucteMHHU ChI0BU HapymeHUs. ChIoBH MandopMaIlii: CHHAPOM Ha Sturge-
Weber, cunapom Ha Klippel-Trénaunay-Weber; napyru cbaoBu  mandopmaruu (BKIL.
TIIOMYBeHO3HH Mandopmaruu). HeBpochnoBu HapyiieHus: 1epeOpalHu KaBEpPHO3HU
manopmanmn, nepedpannu anespusmu, CADASIL.

81. HacnenctBenu aprepuaiHy 3a00JISBaHUS: HACICICTBEHU 3a00JISIBaHUS HA TPhIHATA
aopta. Jlpyru cbaoBu 3a00igBaHMs: HACJIEICTBEHA XeMoparuuHa Teneanruektasus (Penmy-
Ocnep), BposieH mumpoeaem.

82. IlmxatemHu  HapylieHus. BpomeHn  TopakanmHu — MandopMaiuu:  BpOJCHHU
Masndopmaluu Ha 6eoApOOHUTE AUXaTETHU MbTHINA (Tpaxeo-e3odareanHa GucTysia u ap.)

83. 3alonsBaHMs, CBBbpP3aHM C XPOHWYHA NMPOJYKTHBHA KalUIMIA: KMCTUYHA (ubposza
(MykoBHCLINI03a); TBPBUYHA IMJIMApHA IUCKUHE3Ws; nedhuuuT Ha anda-1 aHTHUTPUIICHH
(AATD)

84. UnrepcTunmanau 6enoapoOHN 3a00IsBaHMs. HHTEpCTHIIMATHA OenoapoOHa Goecr,
BKJIFOUMTEIHO 1e(UIMT Ha Chbp(daKTaHT; uauonaTuyHa 6esnoipobHa ¢pudposa

85. Npyru Genonpo6HM 3a0o0msBaHus: OenoapoOdHa acTMa; 6enopoOHa XUIIEPTOHUS

I'eneTnyHH 60J1€CTH B TACTPOEHTEPOJIOTHATA

86. XenarosIOTMYHM HapyIICHHsI. XO0JECTaTHIHHU 3a00IIBaHUS M XUIIEPOMITHPYOHHEMHUH:
aTpe3usi Ha JKIbUHUTE NbTUIIA; cuHApoM Ha Kpuriep-Hamkap; cunapom Ha XKunbep;
nporpecuBHa (paMmiIHa MHTpaxernaTajHa XoJecTa3a; HapylleHUss Ha OMOCHHTe3aTa Ha
KI'BYHUTE KHCENWHU. HacieacTBeHW UepHOIpOOHHM 3a00NsIBAHWS: HEOHATaTHO |
MMOCTHEOHATATHO YEPHOAPOOHO 3a00IsBaHE.

87. XpaHocMuiaTeIHW M  CTOMAIIHO-YPEBHHU  Pa3CTPOMCTBA:  CTOMAIIHO-YPEBHU
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Mandopmaium — 6oiect Ha XUPUINPYHT; YpeBHA MANPOTALUs, MUJIOpHA CTEeHO3a. | eHeTH4YHU
HapyLICHUs Ha MaJ1abCcopOLMsITa: HETOHOCUMOCT KbM JIAKT03a; MajabcopOLns Ha TU3aXapu/iu;
HACJIICTBEHH ITbPBUYHH JTHAPUH.

88. Bp3manurenHM CTOMAIIHO-UYPEBHM pA3CTPOMCTBA:  HACJIEACTBEH IaHKPEATHT,
BB3MAUTENIHN 3a00JIsIBaHUs HA YepBaTa

I'eneTnunu 00JiecTH B HE(PPOJIOTHATA U YPOJIOTUATA

89. Hapymenus na 6b0penuTe 1 TUKOYHUTE TBTUIIA. Bposenu anomanuu Ha Ob0pennTe
U THUKOYHHTE NhTUIIA: ObOpeyHa areHes3ws; mociepoBatenHocT Ha [loTep; npyru
HECUHJAPOMHH CHCTOSIHUS; CUHIPOMHU ChCTOSIHHUSL.

90. TyOymnouHTtepcTuiaaHu Hedponatuu (OBOPEYHN IUIUMOMATHH): TOJUKHUCTO3HA
O0BOpeuHa OoJiecT (aBTO30MHO-JIOMHUHAHTHA U PELECUBHA); HEQPOHOPTHU3UC; LUIUONATUN C
OBOpeUHN M eKCTpapeHaHu MmposBu (cuHapoMm Ha Senior-Lgken, Bardet-Bidl, cunapom Ha
Kybep, curmpom Ha Meken-I'pydep); aBTO30MHO-IOMHHAHTHA TYOYJIOMHTEPCTUIIMATHA
O0b0OpeuHa Oonect; HepPOKAIIIMHO3a

91. I'momepynonaTuu: CHHIPOM Ha AJNOPT, CTEPOHUI-PE3UCTEHTEH HEPPOTHYEH
cu"apom. TyOymonaruu: cuHapoM Ha bapTep u cunapom Ha ['mtenman; 6b0pedHa TyOynHa
aruuo3a. Jpyru HaciencTBeHH 3aboisiBaHuWs Ha OBOpenMTe W NMHUKOYHHUTE ITHTHINA:
HACJIEICTBEHU TPOMOOTUYHU MUKPOAHTHUOTIATHH.

Hapymienusi B m0J10BOTO pa3BUTHE U PeNPOAYKIHATA

92. AHOManuM Ha TIOJOBUTE XPOMO3OMH: CHHAPOM Ha TBHpHBP, CHHAPOM Ha
Knaitngenrep; npyru aHoMaauu Ha MOJIOBUTE XpOMO30MHU. MasndopManiuu Ha BbTPEIIHUTE U
BBHIITHUTE TeHUTATUH: XUIIOCTIAIUs; CHHAPOM Ha TiepcucTupanius MrojgepuaHCKy KaHal.

93. Hapymienus B monoBata nudepeniuanus. Hapymenus B monooto pazsutue (DSD):
TOHA/IHA JUCTEHE3Ms; aJPSHOTCHUTANIEH CUHIpOM; TpaHciokamus Ha SRY; medurur Ha
aHJIPOTEHEH PEIenTop; HApyIIeHUs Ha CHHTE3a Ha aHJ[POTEH.

94. PenpoayKTUBHU HapyIICHUs: THPEPTUIUTET; MOBTAPSIIHN C€ CIOHTaHHU ab0opTH

I'eneTuuHu 60J1eCTH HA CheIMHUTEHATA THKAH H KOXKATa

95. Koxun 3abonsBanus: HeoOwualiHa mNHWTrMEHTAlUsi — HEBYCH; WHKOHTHHCHIIUS
nUrMeHTH. IXTHO3W: HECHHIPOMHHM WXTHO3HM (MXTHO3HMC BYJTapHC, X-CBhp3aHa pelecHBHA
UXTHO3a, aBTO30MHO-PEIIECUBHA BPOJICHA WMXTHO3a); CHHAPOMHM HWXTHO3U (CHHAPOM Ha
Coorpen-Jlapcon).

96. Enmnmepmonmsuc Oyno3a: emuaepMoim3uc  Oyin03a CHMIUIEKC; FOKI[MOHATHA
enuaepMonu3a Oyro3a, auctpoduyHa enuaepmoinza Oyno3a. Hapymenus Ha KOXHUTE

npuagaTblu: CKTOACPMAIHHU OUCILIA3UU (XI/IHOXI/I,I[I)OTI/I‘{Ha CKTOJACpMaliHa OUCILIA3Us,
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XHAPOTHYHA EKTOACPMAIIHA TUCILIA3HS).

97. IlpexneBpeMEHHO cTapeeHe: mporepus Ha XbTUMHCHH-ImMiadopxa, cuHApoM Ha
Bepuep, cunapom Ha PormyHa-TomnceH. MyntudaktopHu reHojepmaro3u (Icopuasuc
BYJITPUC).

98. Hapymenuss Ha cbheAMHUTENHATa TbKaH M ONOPHO-JBUIATEJIHUS  amapar:
XUIIEPMOOUITHOCT, cuHApoMH Ha Enepc-Jlannoc, npyru HapyleHus Ha KojareHa, CHHAPOM Ha
Mapdan, Hapymenus Ha TGF-6era curnanusanusra (Bkj1. cuaapom Ha Loeys-Dietz)

99. CkenetHu MandopMaui 1 CBbP3aHU C TSIX aHOMAJIMU: YECTO CPeLIaHu aeGopMaluu
Ha ckenera; Majadopmaluyd Ha pbKaTa/CThIAIOTO/Kpaka (BKJI. pPa3JBOCHU pPbHKa/CThIANO,
HOJNUAAKTHIINSA, NeeKTH Ha pelyKIus Ha KpalHUIMTe); apTporpumnosa; cekBenuu (Poland,
Klippel-Feil).

100. HapymieHust Ha KOCTHaTa IUTBTHOCT. HaMaJjeHa KOCTHA TUIBTHOCT — OCTEOTEHE3UC
umnep¢eKTa; MOBUIIEHA KOCTHA ITBTHOCT — OCTEOIETPO3a

101. OcreoxoHApOIUCIIIA3UU: AXOHAPOIUIA3Usl M JApPYrd 3a00JsBaHMs, CBBP3aHU C
FGFR3 (BKIIOYHUTEIHO XUITOXOHIPOIUIA3KS); KAMIIOMEINYHA JUCIIA3Us U IPYTU AUCIUIA3HU C
KPUBH KOCTH;, TOYKOBHJHA XOHApomuciuiasus (Opaxudananrmuna, cuHapom Ha Konpamu-
XroHepMan); cuaapoM Ha Ctuxiep u apyru Hapymenus Ha konareH tan Il u tun XI; SHOX
CBbpP3aHU HapylleHUs (AUCXOHApOCTeo3a); (poHTOMeTadu3apHa IUCILIA3Us U JIPYTU
3a00Js1BaHMsl, CBbpP3aHU C (UIAMUHM; CHUHAPOM Ha MHOKECTBEHUTE CHHOCTO3M (Tap3aiHo-
KapriajiHa KOATUIHS U U30JIUpaHa aHKHII03a Ha CTPEMETO)

EH0oKpUHHU HapyIIEeHHUs

102. Hapymenus Ha HanOBOpeyHaTa XIe3a: BpojaeHa Han0bOpeuHa xunepriasus; AKTX
PE3UCTEHTHOCT

103. Hapymenuss Ha  KammueBata ©  QocdaTHata XoMeocTasa:  ITbpPBHYECH
XHIEPIIAPaTHPEON TN HM; bamuHA XHUITOKAIINYPHUYHA XUTEPKAIIUEMHS;
MICEB/IOXUIIONAPATUPEONIN3BM U CBbp3aHU C Hero HapymeHus (Albright HacnmenctBena
octeoauctpodus, curapom Ha McCune-Albright)

104. Hapymenust B XoMmeocTa3aTa Ha TJIIOKO3aTa M HMHCYJMHA: MOHOTEHEH 3axapeH
nuabet; cunapom Ha Boidpam (DIDMOAD); XunepuHCYIMHU3BM

105. Pactexx W reHeTWYHM CHHAPOMH Ha 3aTJIBCTSBAHE: MOHOT€HHU CHUHAPOMHU Ha
3aTIbCTSABaHe (IepUIMT Ha JenTuH). HapymeHus Ha Xurmotajgamyca M XuUIoguszata:
XHUIOTIUTYHTAPU3bM; CHHIpOM Ha KanmaH.

106. Hapymrenust Ha MIUTOBUIHATA *kJIe3a. [IbpBHUEH BPOJICH XUIIOTHPEOU T3 BM.
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MeTa00JMTHY HAPYLLIEHUS

107. Hapymenuss Ha  Merabonu3Ma Ha  aMUHOKHUCEIMHUTE W TCNTHIUTE:
aAMHHOAIMJONIATHH YU OPTaHWYHU alUIypHH; (PEHUIKETOHYPHs; THPO3MHEMUs, O0JIeCT Ha
KJICHOBUS CHPOIT; IPOITMOHOBA 1 METHJIMAJIIOHOBA allUyPHs; XOMOIIMCTUHYPHUS

108. Hapymenus Ha uKbIa Ha ypesi: 1eUIUT Ha OPHUTHH TpaHCKapOaMuiiaza

109. Hapymenuss Ha BbIJIEXHApaTHATa OOMSHA: TrajakTO3eMus, OO0JIeCTH Ha
HATPYIBAaHETO Ha INIMKOTEH

110. Hapymenus B MeTabosin3Ma Ha MACTHUTE KUCEIMHU, KAPHUTHHA U KETOHHUTE TENa:
NeUIUT Ha OKUCIEHUETO Ha ABJITOBEPIKHU MACTHH KHCENUHU, Ae(PUINUT HAa OKUCIICHHE Ha
CPEIHOBEPUKHU MACTHU KHUCEITHHU

111. Hapymenus Ha eHEPrUHUS METa00IN3bM, MUTOXOHIPUONATUHN: KIIMHUYEH MOJIX0/]
KbM MHTOXOHJPUATHUTE HapylIeHUs; NeUIUT Ha NMUPYBAT ACXUAPOTeHA3a; HapyIICHUS,
CBBpP3aHM C HEJIOCTUT Ha KpeaTuH; 0oiectu, cBbp3anu ¢ Aedextu Ha MT/JHK (BKI. cuHapOoM Ha
MELAS); cunapomu Ha uzdepnBane Ha MT/IHK; apyru sapeHn MUTOXOHIpUATHH HAPYIIICHHSI

112. HapyuieHus Ha JIUNUTHUS METaO0IU3BbM: IEPOKCU30MHHU HAPYIIECHUS; pa3CTPONCTBA
OT crekThpa Ha llenmBerep; HapymieHHs B CHHTe3a Ha cTeposid; cuHapoM Ha Cmut-Jlemmu-
Onwuti; HapylIeHUs Ha JIMIIONPOTEHHOBUS METa0OIU3bM; (DaMUIIHA XHUIIEPXOJIECTEPOIEMHus,
XUMEPTPUTIHLIEPUASMHUN; TPYTH HApYIICHUS Ha JTUIOMPOTEHHOBHS METa00IU3bM

113. Hapymenus Ha MeTaboiau3Ma Ha TypUHUTE, MUPUMUIUHUTE U HYKJICOTHUIUTE:
neguIUT Ha MUOAJICHUJIAT AeaMrHa3a; CHHAPOM Ha Jlem-Huxan

114. Tlopdupum: octpa UHTEpMUTEHTHa mnopdupus; noppuUpuM C epo3uBHA
¢doronepmarosa; nophupuu ¢ octpa 0osezHeHa GOTOUYBCTBUTETHOCT

115. Bponenu Hapymenus Ha riukoswinpanero (CDG): nepuuut Ha pochomanomyTasza

116. Hapymienust Ha pasrpaIaHETO Ha CIIOKHU MOJICKYJH, JTH3030MHH 3a00JISIBAaHHS
chunromunuaosu: odonect Ha ['omie; 6onect Ha ®abpu; npyru chunrommmuaosu (Bki. Krabbe,
Niemann-Pick, MeTaxpomaTiyHa JIeBKOAUCTPOPHS)

117. Mykononuzaxapunosu: 6onect Ha Hurler/Scheie; 6onect na Ilomme; Gonect Ha
Sanfilippo; Gomect Ha Morquio. Jpyru 11M3030MHH 3a00JISIBaHUS: HEBPOHAIHU I[IEPOUIHU
U0 YCIITHO3H.

118. Hapymenuss Ha Merabonu3mMa Ha BUTAMHUHUTE M KO(AKTOpUTE: HAPYIICHHS Ha
¢onataua merabonmszbMm (Bkia. MTHFR); nHapymenuss Ha MeraGonmu3ma Ha BUTaMHH B6
(BKJIFOUMTENTHO THPHUIOKCHH-PEAKTUBHU TIPHUIIAIAbBIN); HapylmIeHHs Ha MeTaboim3Ma Ha
BUTaMuH B12

119. Hapymenus B MeTabonu3Ma Ha MUKPOEIEMEHTH U MUHEpaiu: Oosect Ha MeHkec;
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OostecT Ha YHIICHH; XeMOXPOMaTO3a

HAmyHoJIOTHYHN HAPYIIEHHUS

120. IIspBuYHM HMMYHOAEC(DULUTH: TEKKM KOMOMHHpPAHH HMYHOAC(DUIIUTH, BPOJCHH
HEYTPONeHUN (LMKIMYHA WIM TEXKa BPOJCHA HEYTpOIleHUs, HeyTporeHus Ha llIBaxman-
JaitMBbHI cCUHIPOM); aramaryiooyauHeMus (Oosect Ha bpyToH); XpOHMYHO TPaHYJIOMATO3HO
3a0osiABaHe

121. Bo3manurennu 3a0oisBaHusA: (aMWIIHA CPEAM3EMHOMOpPCKA TpPECKa; JApYrH
Hapymenusi: CAPS, CINCA, cungpom nHa Muckle-Wells; HecBbp3anu ¢ unHpaamazoma
Hapymenus (Bki. TRAPS, Blau); uarepdepononaruu

122. HacnenctBeHn anrmoeneM. ABTOMMYHHH 3a0oJisiBaHus. PeBMaTtnuHO 3a00715BaHe B
JIeTCKa BB3PacT.

XeMaToJIOrH4YHH HApyLIeHUs!

123. XemornoOuHomnatuu: anda-taiaceMus; OeTa-TanaceMus; ChPIIOBUIHO-KIEThYHA
Oosect. JIpyru HaclieJICTBEHU aHEMHH: JNeQEeKTH Ha MeMOpaHaTa Ha CPUTPOLUTHUTE (BKIL
ceponrTo3a). XeMOJIUTUIHA aHEMHs, IIbJDKAlla ce Ha eH3uMeH jaeduuut. HacnemcrBena
HEJIOCTAaThYHOCT Ha KOCTHHUS MO3bK: cuHIpoM Ha Blackfan-Diamond.

124, HacnenctBeHn HapylIeHUsT Ha KPBBOCHhCHpBaHETO. Xemoduuus. TpomOodumus
(Bka. mpotpom6OuH, (aktop V Leiden). bonect Ha ¢on Bunebpann. Hapymienus Ha
TpoMOouuTUTe (BKJI. TpoMOacTenus Ha [ maniman, cuaapom Ha bepuap-Cyrue).

125. Kpweuu rpymu. Kpseaa rpyna ABO. JIpyru KpbBHU TpyIH, BKI. pe3yc GakTop.

126. JleBkemuu u TuMGpOMHU

Onkorenernka

127. Conaumuu TymMOpu B J€TCKa Bb3pacT: pETMHOOJIACTOM; HEBPOOJIACTOM; TYMOp Ha
Yunme

128. Hespokyrannu cunapomu. HeBpodubpomarosza tun 1. HeBpodpubpomarosa turm 2.
Tybeposna ckimepo3a. Cunapom Ha Pon-Xumnen-JTunmay. Cunapom Ha Gorlin (Goltz)
(cunapoM Ha OGazanmHokjgeTbuHMs HeByc). Cunapom Ha PTEN xamapToMHuS TymOp (BKII
cunapom Ha Cowden).

129. HacneCcTBEH pak Ha I'bpjaTa U STHIHUAIATE

130. Pak Ha n1e6enoTo yepBo U APYTH BUI0BE PaKk Ha CTOMAIIHO-UYpEeBHUS TPAKT. CHHIPOM
Ha JluHu (Hemonumo3eH KojopeKkTaseH pak). CHHAPOMHU Ha CTOMAIIHO-YpeBHATA IOJIUIIO3a
(BxmtountenHo FAP, MUTYH-acouuupana, roBeHwiHa mnosumno3a). Cunapom Ha Peutz-
Jeghers. Tudyszen pak na cromaxa (HDGC).

131. Pak Ha mMTOBHIHATA >KJe3a W JIPYTHM EHJAOKPUHHH pPaKOBHU 3a00JSIBaHMUS.
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MmuoxectBeHa eHnokpunaHa Heorutazus (MEN) tum | u Il. ®dammien pak Ha xumodmusara.
[TaparanrimoM-¢heoxXpoMOIIUTOM CHHIPOM.

132. Jlpyru cHHIPOMU C MPEAMCIIO3UIINS 32 PA3BUTHE HA 3JI0OKAYECTBEH MPOIIEC: CHHIAPOM
Ha Li-Fraumeni; menanom; pak Ha ObOperute (BKJ. HACICACTBCH MAllWIAPCH KapIUHOM);
cunapom Ha Birt-Hogg-Dubé

133. Bomectu, mbmxamm ce Ha aedexktn B penapanumsata Ha JIHK: kcepomepmus
nurMeHTo3yMm; cuaapom Ha Cockayne; Tpuxoruomuctpodus; CHHAPOMH HA XPOMO30OMHA
HECTaOUITHOCT; aTaKCHUs TEICaHTUEeKTa3us;, aHeMus: Ha DaHKOHM; CHHIPOM Ha biym; cuHIpoM

Ha cuynBaHeTo B Helimeren
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