3amaua 1. bosae3ns I'ome

Curyarusi: Y 10-1eTHero naueHTa Ha0JIIal0TCs TeNaTOCIUICHOMETalusl, aHeMHUs U OOJIH B
KOCTsX. [ eHeTHYeCcKuil aHamu3 BBISIBUJI TOMO3UTOTHYIO MyTanuio B reHe GBA, npuBoasiyro k
nedunuty hepMeHTa TIIIoKoIepeOpo3nIa3bl, 4TO OATBEPKAAET AMaruo3 6one3nu [omre I Tuma.

1. K kakomy Kiaccy peKux TeHEeTHUECKHX 3a00J€BaHU OTHOCUTCS 00J1e3Hb [ o11e ¢ TOuku
3peHusi MOJIEKYJISIPHBIX U T€HETHYECKUX MEXaHU3MOB?

2. OObsAcHUTE MOJEKYISIPHBIA MEXaHU3M, CBSI3aHHBIN ¢ MyTanueil B rene GBA, u kak oH
NPUBOJUT K HAKOIUIEHUIO TJIIOKOLepeOpo3na B KIeTKax.

3. OueHHTe YMUIEMHOJIOTHYECKYIO 3HAUUMOCTh O0Jie3HH [ omie: KakoBa mpUMepHast
gacToTa 3a00JIeBaHUs B OOIEH MOMyYJISIIKU U B TPYIIAX prcKa (Hampumep, cpenu
aIlIKeHa3CKUX eBpeeB)?

4. KakoBa KJIMHUYECKasi 3HAUMMOCTh paHHEH THarHocTuku 6ose3nu [ome, u kakue
TepaneBTUYECKHE MOIX0/IbI (HarpuMep, GepMeHTO3aMECTUTENbHAS TEPATTHS) MOTYT
OBITH IPUMEHEHBI?

3agaya 2: Cunapom Perra

Curyanusi: Y 3-neTHe# 1eBOYKH HAOIIOAA0TCS PETPECC pedr, CTEPEOTUITHBIC ABIKCHUS PYK,
CyJIOpOTH U 3aJiep>kKa pa3Butus. [ eHeTndyeckuii ananus BeIABIII MyTaluio B rene MECP2, uto
MOATBEPKIAET IUAarHo3 cuHapoma Perra.

1. K kakomy Kiaccy peKux TeHeTHUECKHX 3a00JI€BaHU OTHOCUTCS CHHAPOM Perra ¢
TOYKH 3pPEHUS MOJIEKYJISIPHBIX U TeHeTrueckux Mmexanuzmos? (Iloackaska: yuTure cBs3b
¢ X-XpOMOCOMOH.)

2. OOBsICHUTE MOJIEKYJIAPHBIN MEXaHU3M, CBSI3aHHBIN ¢ MyTanueil B rene MECP2, u kak oH
BJIMSIET HA PETYJIALINIO TEHOB U KIIMHUYECKUE MPOSIBIICHUS.

3. OueHuTe AMUIEMUOJIOTHYECKYIO 3HAUMMOCTh CUHIpoMa PerTa: kakoBa nmpuMepHas
4acToTa 3a00JIEBaHUSI M €TO PACTIPEICIICHHE 110 Ty ?

4. KakoBa KJIMHHY€eCKas 3HAYMMOCTh PAHHEW THarHOCTUKK cuHApoMa Perra, n kakue
HOJXO/IbI K JICUEHHUIO UJIH MOJJEPKKE MOTYT OBITh UCIIOJIb30BaHbI?

3agaua 3: MykoBucuuao3

Cutyanus: Y 8-netHero pebeHKa BhISBICHBI PELUANBUPYIONINE HHPEKIMH JETKUX,
XpOHUYECKHH Kallledb U HU3Kas Macca Tena. ['eHeTnyeckuil aHaau3 nokasain HaJauune
rOMO3UTOTHOM nenennu Tpex HykieoTu10B (AF508) B rene CFTR, uTo nmoareep:kaeT 1uarHos
MYKOBHCIIH103a.

1. K kakoMmy Kiaccy peAKHX T€éHeTHYECKUX 3a001eBaHU OTHOCUTCS MYKOBUCIIUI03 C
TOYKHU 3PEHUS MOJIEKYJISIPHBIX U T€HETHUECKUX MEXaHU3MOB?

2. OObsiCHUTE MOJIEKYJIAPHBIN MexaHu3M, cBsi3aHHbIN ¢ MmyTanueit AF508 B rene CFTR, u
KaK OH IMPHUBOAMT K HAPYIICHHUIO (PYHKIINH XJIOPUAHBIX KaHAJIOB.

3. OueHuTe AMUAEMUOIOTHYECKYI0 3HAYMMOCTh MyKOBHUCIIM/103a: KAKOBA IIpUMEpHast
yacToTa 3a00J1€BaHMs B MOMYJISALMN U B KAKUX IPYIIIAX OHA BhIIE?



4. KaxkoBa KJIMHMYECKasi 3HAYUMOCTh PAHHEH IMarHOCTUKHA MYKOBHCIIM103a, U KaKue
TepaneBTUYECKHEe MOaX0/1bl (Harpumep, moayistopel CFTR) MoryT ynyumuTs nporaos?

3anaua 4: Heiipogudpomaros 1 Tuna

Curyanus: Y 15-meTHero nmoapoctka oOHapyKeHbl MHOKECTBEHHBIC MATHA "Koe ¢ Moiokom",
HelipouOpOMBI Ha KOKE U JIeTKas 3aJep>kka 00yueHus. ['eHeTndecKkuii aHamu3 BbISIBUI
mytanuto B reHe NF1, uro moaTrBepaaet auarno3 Heiipopudbpomarosa 1 turma.

1. K kxakoMy KJ1acCy peJKuX F€HEeTHUECKUX 3a00JeBaHUN OTHOCUTCS HelipodudpomaTos 1
TUIA C TOYKH 3PEHUS MOJIEKYJISIPHBIX U TEHETUYECKUX MEXaHU3MOB?

2. OOBsCHUTE MOJICKYJISIPHBIN MEXaHU3M, CBsi3aHHbIN ¢ myTanueit B rene NF1, u kak on
MIPUBOJUT K HAPYIICHUIO KOHTPOJISI KIIETOYHOI'O POCTa.

3. OueHuTe AMUIEMHUOIIOTHYECKYI0 3HAUNMOCTh HelpoduOpomaTos3a 1 Tuma: KakoBa
npUMepHasi 4acToTa 3a00JIeBaHUs B MOMYJISILIU?

4. KakoBa KIMHUYECKas 3HAUUMOCTh paHHEH TUarHOCTUKU HelipodubpomaTosa 1 Tuma, u
KaKHe TOAX0/1bl K MOHUTOPUHTY U JICYEHUIO MOTYT ObITh IPUMEHEHbI?



