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@ TeHeTHYHA NPEAPA3I0JI0KEHOCT KbM 3200/151BaHus - 85 3a001s1BaHus

AHeBpHU3bM Ha KOpEMHATa aopTa
Kopemna xepHus

Bonecr Ha Anucon

Bb3pacroBo MakyiHa gereHeparys
AneprudeH puHUT

Bonecr Ha AnxaiiMep
AmpnoTtpoduuHa TaTepanHa cKiaepo3a
AHTHMHA IEKTOPHC

ApTepuajiHa XUIEPTOHHS

Act™ma

ATOIUYEH AepMaTUT

IIpeacspaHo MBXKIEHE
Xpanonposoa Ha bapet
BbazamHoxiieTpueH KapIuHOM
JloOpokadyecTBeHa XUNEpILIa3ys Ha pocTaTara
bunonspHo pascrpoiicTso
CHH/IpOM Ha KaplajHUs TyHEN
Karapakra

XpoHnuHa oOCTpyKTHBHA OenmopoOHa Ooect
XpoHn4yHO OBOpEUHO 3a00IIABaHE
XpoHHYHA JIUMQOIUTHA JTEBKEMUS
Konopekranen pak

Koponapha 6osecT Ha chpLETO
Bonecr va Kpon

KosxeH Manuraes MenaHoM
JIpn0oka BeHO3Ha TpoMO03a
Henpecust

3axapen auaber tun 1

3axapeH auaber tum 2
Juadparmanna xepHus
JvBepTUKYIUT

Bonect na dronroutpex

Pak Ha eamomerpuyma
Ennomerpnoza

dacuuur

Kambhu B xIrpuKaTa
Iactpoesodareanna pedaykcHa 6onect
OO61m1a ocrearposa

I'mno6nactom

I'muom

[lonmarpa

Bonect na ['pelic

XemopouanHa 60yect

I'maBoGomue

CppaeyHa HEJOCTATBYHOCT
XunepnunuaeMus

XUMOTHPEOUIU3BM

WHrBuHanHa XepHus

HHTpakpaHualleH aHEBPH3bM
HHTtpaxenaraiHa xonecra3a Ha OpeMEHHOCTTa
IOBeHnneH uaMonaTuyeH apTpUT
Keparoxonyc

Pak Ha 6enus apo6

MakyiHa TeJleaHIueKTa3us TUI 2 MUIPEHa
Murpena

MHoKecTBEHa MUEJIOMa

MHo3KeCTBEHA CKIIEPO3a
MuenonpomnudepaTuBHA HEOILTa3MH
Hudapkr Ha MHOKapaa

Hapxonencus

Ilonumnu B HOCa

HespobGmactom

HeankoxosaHa MacTHa uepHOIpoOHa Gonect
HemenynapeH pak Ha IIMTOBHHATA 5KJI€3a
Heroxcuuna MynTuHOyIapHa ryma
I'maykoma ¢ 0TBOpEH BI'bi

Pak Ha ycTHaTa KyxMHa ¥ opodapUHreaneH pak
OcteoapTpuT Ha Ta3obeqpeHaTa cTaBa
OcreoapTpuT Ha KOJISAHOTO

OcTteonoposa

Pak na mankpeaca

Bonect Ha [1apxuncon

IepudepHo aprepuanto 3abonsBane
CuHJpOM Ha NOJNUKUCTO3HU SIHYHUIN
[TepBUYHA OnTHapHa DHpo3a

Pax Ha mpocTarara

[copmasuc

CHuHIpOM Ha HECTIOKOMHUTE KpaKa
Pesmarounen aptput

Iuzodpenus

HespocensopHa 3ary0a Ha ciryxa
IInockokaerbYeH KapLUUHOM Ha KOKaTa
CucreMeH JIyIryc epuTeMarosyc

Pax Ha TecTHKyJIapHUTE TEPMHUHATUBHU KIETKH
Viuepo3eH KonuT

Yponuruaza

Burunuro
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(9 JlekapcTBeHA CbBMECTHMOCT — HA/l 7S MeANKAMEHTA

AobaxaBup (HeOIaronpusITHA €PEKTH)
AneHokyMapod, (eHIPOKyMOH (HeOIaronpusTHA
edexTn)

AmudaMnunus (103MpoBKa)
AMHHOTIMKO3UIHN aHTUOMOTUIH
(uebnaronpusaTHH epeKTH)

AMUTPUNITHINH (JO3UPOBKA)

Apunurpaszon (JO3UpPOBKa)

ArazanaBup (HeOJIaronpUsSTHU eHEKTH)
ATtopBacTaTuH (103MpOBKa)

Bpexcniunpazo:n (1o3upoBka)

BpuBapaneram (103upoBKa)

Kapb6amazernmn (no3upoBka)

Lenexokcn6 (mo3upoBKa)

[uranonpam (103MpOBKa)

Kno6a3zam (Hexenanu ehexrn)
Knomunpamut (103upoBKa)

Knonunorpen (no3upoBka)

Koneun (no3upoBka)

Je3unpaMuH (I03UPOBKA)

Junazenam (HexxenaHu eeKTH)

Jouerakcen (HeOMaronpusITHA eHEKTH)
JlokcenuH (JO3UpOBKa)

EdaBupentt (He>xenaHu peakIyuu)
Ecuunranonpawm (103upoBka)

®Oenranun (euKacHoCT)

®dnekanHuA (T03UPOBKA)

drokcaruH (HeOIaronpusTHA ehEKTH)
dnyopoypartwt, Kaneruradbus (103upoBka)
®diyBacTaTHH (I03UPOBKA)

®DiryBoKCaMuH (J103MPOBKA)

Jedurur Ha GOPD 1 HexenaHu JIeKapCTBEHH
peakimu

I'OHaIOTPOIIMHY ¥ CTUMYJIAHTH Ha OBYJALIUS
(edukacuHocr)

Xanonepuaon (103UpOBKa)

XopMOHAITHH KOHTPAICTITHBH (HEOIaronpusTHA
edexTn)

Xupapoxaopotuasus (ehuKacHOCT)
No6ynpoden (103upoBKa)

Wnonepuaon (mo3upoBKa)

VHXananyuoHHN aHeCTETUIN U CYKIIMHHUIXOJIMH
(HexeNlaHu peaKIuu)

Hpunotekan (HeOIaronpuaTHU eeKTH)

W3onnazun (HedaaronpusTHU ehexTH)

HBakadtop (epukacHoCT)

Jlanzomnpazon (no3upoBKa)

JloBacraTuH (m03MpOBKa)

Jlymaxadrop + MBakadrop (epukacHocT)
MertoTpekcar (HexKeJlaH! PeaKiiviu)
MertoTpekcar npu peBMaToOUIeH apTPUT
(edukacHoct)

MertoTpekcaT Ipy OTXBBPIISTHE HA TPAHCIUIAHTAHT
(edukacHoct)

Mertomnposion (103UpoBKa)

Mupra3anuH (HeXeJIaH!u peaKiiu)
Hoptpunruiun (1031upoBka)

OraH3anvH (HeXeJaH! PEaKIim)
OnnanzanuH (eKacHOCT)

Owmernpasot (JI03UpOBKa)

ITanTonpason (103upoBKa)

ITapokceTuH (103MpOBKa)
Ilerunrepdeponu anga-2a-2b u pudaBupuH
(edukacnocr)

®DeHnTonH (03UpOBKa)

ITnmo3un (mo3upoBka)

[Mumo3un (1o3upoBKa)

IMuTaBacTaTuH (103MpPOBKA)

IIpaBacrarun (edukacHoct)

Ksernanus (103upoBka)

Pucnepunon (103upoBka)

PozyBacTarun (n03upoBKa)

CenexTHBHE HHXHOUTOPH Ha 0OPaTHOTO
3axBaiane Ha ceporonrHa (SSRI) (Hexenanu
edexTH)

CeprpanuH (103UpOBKa)

CumMBacTtaTvH (I03UPOBKa)

Cratunu (103UPOBKa U PUCK OT MHOTIATHS)
Takpomumyc (Z03UpOBKa)

TamoxcudeH (eguracHOCT)

Tuoryanus, Asatuonpus, Mepkanromnypus
(mo3upoBka)

Tpamanon (1o3upoBka)

TpumunpamMuH (DO3UPOBKA)

Banmpoesa kucenmna (HeOIaronpusiTHA ePEeKTH)
Bennagaxcun (103upoBKa)

Bopturoxkcetnn (no3upoBKa)

Bopukonazon (103upoBKa)

Bapdapun (nemaronpuatu ehexr)
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JIMYHOCTHH XapaKkTepucTHKHU — Hajx 50 noka3arens

AkHe Bysrapuc

AJIKOXO0JIHA 3aBUCHMOCT CJIe]] IPOABIDKUTEIHA
ynorpeba

Peaxuus Ha 3auepBsiBaHE Ha aJIKOXOJ
OTkpHBaHe Ha MUpPH3Ma Ha acliepku
OcHOBHa CKOPOCT Ha MeTabonn3ma

Terno npu paxxaane

KpwBHa rpyna ABO/Rh

Koarynanus Ha kpbBTa, haktop V Leiden u
20210G-A

HuBara Ha C-peakTHBEH NPOTEHH
CCR5Delta32 u uyBctBUTEIHOCT KbM HIV
UHQEKIUI

INTo3HaBaTenHa cIOCOOHOCT

3p0€eH KapHec U NapoJOHTO3a

Dufty Antigen, ycToiiuuB Ha Manapus

Twun Ha yurHaTa Muzia

Panna meHOmay3a

Tun ynrHa Kan / MUpU3Ma 0] MALITHULIUTE
Enurenernyno crapeene

SlcHoTa Ha ounTe

CrapeeHe Ha JIMLETO

I'en COMT

I'ere MTHFR

I'ern MTR

I'en MTRR

[[BsT Ha KOCaTa

Texctypa Ha Kocara

ITpou3BoACTBO HA TOIUIMHA B OTTOBOP Ha CTY Il
Bucounna

HLA-B27 anTturen

bescbHue

JleBu4apcTBo (JIIBO CTPAHUYHO)

MpBiKKa MIEHIHBOCT

Menapxe

Ilcuxuuecka J0BKOCT

TIpodun Ha metabonuszaropa CYP2C19

IMpodun Ha metadonuzaropa CYP2C9

IIpodun Ha metabonuzaropa CYP2D6

Ipodun Ha Metabomuzatopa CYP3AS
CyTpelieH IUpKaJieH pUTbM (CyTpeIIeH YOBEK)
S3Bu B ycrara

HzBectHocT Ha Nasion

Hespotuzmu

HuxoTHHOBA 3aBUCUMOCT Ci€]] TPOABIKUTEIHA
ynotpeda

ITpoGuBaHe Ha MOCTOSIHEH 30

YcroitunBocT Ha (eTaaHus XeMOTJI00MH
CBeminHEH pedieKc Ha KUXaHe

IIurmMeHTHpaHu NPBCTEHH IO UpHUCa
BeposTHOCT 1a MMaTe yepBeHa Koca
BeposiTHOCT OT XBpKaHe

Huga Ha PSA (mipocrateH crienudu4eH aHTHIeH)
QT unrepBanu

CKJIOHHOCT KBbM PHCK

Cexperopes craryc u ABH anturenn (FUT2 ren)
Perynupane Ha nonosute xopmonu (SHBG)
HuBa Ha MenaHMH B KOXKaTa

IIpoabIKUTETHOCT HA CHHS

Mupuszma

OyHKIMA Ha MUTOBUIHATA )KJ1e3a (HuBa Ha TSH)

Moponorus Ha 350HTeE
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@1\_ HacaencrBenu MoHOreHHH 3a00aaBanns — Hax 100 cheTossHusS

Octpa HHTEpPMUTEHTHA OPGHUPHS

Arenesus Ha Corpus Callosum ¢ nepudepna
nespomnatus (ACCPN)

Jeduiur Ha anda-1 aHTUTPUTICHH
Anda-mano3umgosa

ARSACS (aBT0O30MHO pelieCHBHA CIIACTUYHA
artakcus Ha [llapneBoa-Carene)

ABTO30MHO PELIECHBHO ITOJUKHUCTO3HO OBOPEUHO
3a0o0JIsiBaHe

bera Tanacemus

Jeduut Ha OMOTHHKA3a

Cunyipom Ha Birt-Hogg-Dube

Cunapom Ha biaym

Cunnpom Ha bpyrana

bonect Ha KanaBan

cblA Tun MeTuinManoHoBa any Iy pus

cbIB T MeTuiamanaoHOBa aluypHst
Kiracmyecka XOMOLUMCTHHYPUS TOPaan NeGuIuT Ha
CBS

[TpnHa axpomarornicus (TUI 2) ¥ HelTbJIHA
axpoMaroICcus

Bponeno napyuienue Ha MNIMKO3UIMPAHETO TUH la
(PMM2-CDG)

Bpopena myckyiHa anda-IucTporIuKaHOIATHS 1
cunapom Ha Walker-Warburg

BponeH MuacTeHHYEH CHHAPOM

Bponena cranmonapha HoupHa cinenota 1C
Cunnpom Ha Kaynbn

Kucro3na pubposa

uctuno3za

Jedunnt Ha D-OndyHKINOHATEH NPOTEHH
Juactpoduyna qucruazus

Jeduunt Ha TUXUIPOIUIOAMUJ IEXHIPOreHas3a
Pazmmpena kapanomuonarus 1A

Cunzipom Ha JI60uH-/[)KOHCHH

Cunnpowm Ha Ehlers-Danlos (EDS)

dammiIHa aIeHOMAaTO3HA TIOJTHIT03a

damuiIeH CHHIPOM Ha HalpeHaia Gasza Ha ChHS
(FASPS)

damMuiieH pak Ha rbpJaTa

®damuiHa rcaBTOHOMUS (CHHAPOM Ha Paitnu-/leit)
damMuiIHa XUIIEPXOJIECTEPOIIEMHS

dammTHA XHIIEPTPOYHUIHA KAPAUOMHOTIATHS
(HCM)

damMuiiHa CpeM3EeMHOMOPCKA TpECKa

damMuiiHa TPAaHCTUPETHHOBA aMUIION 1034
ITo3nat xunepuHcynnHu3bM (cBbp3an ¢ ABCCR)
Amnemus Ha Fanconi (cBbp3ana ¢ FANCC)
Bbonecr na IN'omre

Jedumur Ha rroko030-6-pocdar nexumporeHasza
(mepuuut Ha G6PD)

I'myTaposa arunemus tun 1

I'myrapoBa anpaemus T 2

Bonect Ha chbXpaHeHue Ha MIIMKOTeH THIT 1A
(6onect Ha Von Gierke)

Bonect Ha cpxpaHeHue Ha rimkoreH tur 1B
Bbonect Ha cpxpaHneHue Ha TIIMKOTEH TUT 3
Bonect Ha chxpaHeHne Ha TTUKOTEH THIT 5
I'mukorenosa tun 2 uiu 6oaect Ha [Tomme
Cunnpom Ha GRACILE

Xemodpumust A

HacrexcTBeHa HETOHOCHMOCT KBbM (ppyKTO3a
HacnenctBena xemoxpomaro3sa, cebp3ana ¢ HFE
XomonucTuHypust nopaau aepuuutr Ha MTHFR
XunokanueMU4yHa IepHoIMuHa apain3a
Xunodocdarazus

Bynosna enunepmonu3sa Ha CBbp3BaHe
Cunyipom Ha Leigh, ¢ppeHcko-KaHaICKU THTT
(LSFC)

JleBkoeHuedanonaTus ¢ n34e3paiio 0510
BEIIECTBO

Cunyipom Ha Li-Fraumeni

MyckynHa auctpodus Ha 1osica Ha KpaifHULUTE
Jedummt Ha rparoBeprKHa 3-xuapokcranmi-KoA
JIeXUIporeHasa

Cunapom Ha Jluna

3510Ka4ecTBEHA XUIEPTEPMUS

Bonect na ypunara ot kienos cupon tun 1B
Jedunur Ha cpennoBeprxHa anmi-CoA
nexunporeHasa (MCADD)

MetaxpoMaTH4Ha JIEBKOJUCTPOHS
MetuiamManoHoBa aluaypys, IbJDKalla ce Ha
neduiut Ha MeTriManoHmI-KoA myTtasa
Myxonunugosa IV

Myxkonununo3a tum 11

MHoxecTBeHa eHI0KpUHHA Heora3us 2B

Herpodubpomarosa tum [



Hesponanuu nepouna-nunodycunHosu tun 1
(cBbp3anu ¢ PPT1)

Hesponanuu nepona-nmunodycunHo3u Tun 3
(cBbp3anu ¢ CLN3)

HeBpoHHuU 1iepona-munodyCciiuHO34 TUIT 5
(cBbp3anu ¢ CLNY)

Hesponnu nepou-nunodycunHo3u tuim 6
(cBbp3anu ¢ CLN6)

Hesponnu nepoug-nunodycumuHosu tum 7
(cBbp3anu ¢ MFSDS)

bonect na Human-ITuk tun A

Hecunapomua MUTOXOHIpUaIHa 3aryda Ha ciyxa
Hecunapomna 3ary6a Ha ciyxa u riryxora, DFNB1
Cunypom Ha [lennpen

Cunzpom Ha [Tutbpe moc

DEeHWIKETOHYPHS

[MToHTONEpeOenapHa XUITOTLIA3US

IIbpBuuna xunepokcanypus tun 1 (PHI)
IIbpBuuHa xunepokcanypus tun 2 (PH2)

HI/IpI/IZ[OKCI/IH-BaBI/ICI/IMa CHUJICIICU

Jeduuur Ha nupyBaT KMHA3a

Pedcymcka Gomect

[TurmMeHTeH peTHHHUT

Rhizomelic Chondrodysplasia Punctata Tum 1
bonecr na Cana

Jeduuut Ha kbcoBeprkeH auia-CoA
nexunporenasa (SCADD)

Cunnpom Ha Sjogren-Larsson

Bonecr Ha Teii-Caxc

OxkynokyTaHeH anOWHU3BM TUIl | (OTpHUIIATeNIeH 3a
THPO3HUHA32)

OKynoKyTaHeH alnOUHU3BM THII 2 (IIOJIOXKUTENEH 32
THUPO3HHA3A)

Tuposunemus tun 1

Cunyipom Ha Usher

Jedunut Ha ammn-CoA nexuaporeHasa ¢ MHOTO
nwara Bepura (VLCADD)

Bonecr Ha ¢pon BuneGpann

bonecr Ha YunceH

Cunzpom Ha Zellweger
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AHTHOKCHIAaHTHA CTIOCOOHOCT

VYcemane 3a ropunB BKYC

KpbBHa 3axap

Wnpexc Ha TenecHa Maca

KoctHa MuHepaHa MIbTHOCT

Kodeun u 6e3mokoiicTBO

Kodenn u cnopTHr OCTIKEHUS

Kodennosa 3aBuCHMOCT ciex IPOABILKUATEIHA
ynoTpeoa

[Ipenpas3nonokeHocT KbM LEeTHaKHs

HuBa Ha ANACTOJIHOTO KPBbBHO HAJISATaHE
VYBpexnaHe Ha MyCKyJIHTE, IPEAU3BUKAHO OT
(u3nyecko HaToBapBaHe (HayanHa (asza)
VBpexnaHe Ha MyCKYJIUTE, IPETU3BHKAaHO OT
yIpaxHeHUs (KalanuTeT 3a pereHepanus)
VYBpexnaHe Ha MyCKyJIHTE, TPEAU3BUKAHO OT
ynpaxHeHus (BTopa ¢asa)

Ipodun pepmep-noery

KoHTpoun Ha nprema Ha XpaHa

I'eHeTn4HA MPeAPA3NONOKEHOCT KbM aJeprs KbM
¢dpeTHIN

HuBa Ha rimkupaH xeMorinoouH

Husara sa HDL xonectepon

XucTaMHUHOBA HEITOHOCUMOCT

Brbrpeouno Hansrane

HEIOHOCHUMOCT KbM JIAKTO32

nuBa Ha LDL xonectepon

Husa na Butamun A (6eta KapoTHH)

HuBa Ha 1bIrOBEpHIKHM OMEra MaCTHU KHCEJINHU
benonpobHa dyHkuus (00eM Ha U3IMIIAH BB3IYyX)
MyckyiHa U3APBAKIUBOCT

Mpuoanenunar neamunaza (AMPD]1 ren)
IIporHo3sa 3a BucepaiHa MacTHa ThKaH
IIpenmnounTanue KbM CIAAKHIIH

HuBa Ha cuCTOIHOTO KPBBHO HAJISTaHe
TeHauHONIATHH HA IOJHHUTE KpaitHUIH (Kpaka)
TenauHONMaTUHN HAa TOPHUTE KpalHULU (pBLETE)
Husara na Butamun B12

Husara na Buramun C

Hugara na Buramun D

Husara na Butamus E



