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AnpOMHM3M — TE€HETHYecKasl IMaTOJIOTHS, XapaKTEePHU3YIOIIAscs MOJHBIM WM YaCTHUYHBIM
OTCYTCTBHEM IIUIMEHTa MeEJaHWHA, HacledyeMas I10 ayTOCOMHO-PELECCUBHOMY THUIY U
BcTpeuaromascs ¢ yactotot 1: 25000.

Beigenaror 2 OCHOBHBIX THIIA albOMHM3MA — TIJ1a30-KOKHBI M TJIA3HOH, KaXKIBIA U3
KOTOPBIX UMEET CBOU MOJTHIIBI.

I'KA 1 tuna nosiBisiercs B pe3yibTaTe MyTallUd B TeHe TUpo3uHa3bl 11 xpomocomel. Ecin
(dhepMeHT OTCYTCTBYET IOJHOCTBIO, TO 3TO TposBisiercss KA 1A, ecnu ypoBeHb THPO3WHA3BI
nonmxeH, To Habmogaercss [ KA 1B. Ilogsunom 'KA 1B siBisiercst Temneparypo-4yBCTBUTEIIbHBIN
aNbOMHU3M, TMPH KOTOPOM aKTUBHOCTh (hepMeHTa THUpO3MHAa3bl Npu Temmepatype Tena 37°C
cocrasiseT auiib 25%. I'KA 2 tuna B orinuune ot 'KA 1 Tuna xapakrepusyercs MyTranuei resa,
koaupyromiero P-6emok B 15 xpomocome, mpu 3TOM CHHTE3 THUPO3UHA3bl OCTAETCS HOPMAJIbHBIM.
I'KA 3 Tuna mnposiBisieTcs BeieAcTBUE MyTauuu B reHe Oenka TRP-1, napymaromemy
MIPOU3BOJCTBO TUPO3UHA3BI U MPUBOSAIIEMY K CHHTE3Y KOPHUYHEBOIO IMTMEHTA BMECTO YEPHOTO.

['ma3zHoll Tun anbOMHU3Ma 3aTParuBaeT TOJIBKO I71a3a U B OTIMYME OT IJ1a30-KOXKHOI'O THIa
anbOMHU3MA MyTallds HacleyeTcs HE ayTOCOMHO-PEIICCCHUBHBIM IyTE€M, a 3aTparuBaercs X-
xpomocoMma. CrenoBarenbHO, OONEIOT TNPEUMYIIECTBEHHO MYXYHMHBI My HHX (eHorun
MPOSBIISIETCS. TOJHOCTHIO, @ MMEHHO TOHW)XEHHON OCTpOTOW 3peHus, omulOkamu pedpakium,
THITONIMTMEHTAIEH TIa3HOTO JIHA, OTCYTCTBYET (pOBEANBHBIN pedieKc, KOCOTria3nue, Mpo3padHOCTh
panyXKu, HUCTarM. Y >KEHIIMH-HOCUTENbHUI] — OECIIBETHON PaAyXKKOM, TTTa3HBIM JHOM C MSATHAMU
Y THIIONTUTMEHTUPOBAHHBIMY JIMHUSIMU Ha IMEPUPEPUH.

Junarnoctrka anpOMHM3Ma OCHOBBIBAETCS Ha OOIIEM OCMOTpE, KOTOPBIN BBISBIAET Oesbie
WM CBETJIbIE BOJIOCHI, KOXKY, CBETJIO-CEpPBIE UJIU CBETJIO-TONIyOble IJ1a3a, Kocoriasue, HucrarMm. [lpu
aHalu3e aHaMHe3a 3a00JIeBaHMS U KU3HU BBIABISIIOTCS COJMHEYHBIE OXOTH, OOJb B IJa3ax OT
COJIHEYHOTO CBeTa, OMM30pyKocTh. KpoMe Toro, Iuisi AMarHOCTHKH HEOOXOIuMa KOHCYJIbTAIHs U
OCMOTp O(TaNbMOJIOTa, BU30OMETPHS, O(PTaTBMOCKOINS, OMOMUKPOCKOIHS, IEKTPOPETUHOTpadus
JUIS  ONpENeNeHUs TIJa3HOW (OopMbl albOMHU3MA, PErucTpanusi 3pUTENbHBIX BbI3BAHHBIX
MMOTEHIMAJIOB, XUMHUYECKOE MCCIEeIOBAHNE JIYKOBUIBI BOJIOCa Ha TUpo3uHazy, aHanu3 JIHK,
KOHCYJIbTAIlHs IepMaTosiora U MEJUIIMHCKOTO N'eHETHKA.

O} PeKTUBHBIX METO/IOB JICUEHUS ANbOMHU3MA MTOKa He Pa3paboTaHo, OJJHAKO TEOPETHUUECKU
BO3MOHAa PEKOHCTPYKIMS I'€eHOB nocpenctBom pacceuenus JJHK u mocnenyroniero e€ cuumBaHus
y>K€ YCOBEpIIIEHCTBOBaHHOM. Ha IIfo/19X TakuX SKCIepUMEHTOB TOKa MPOBEACHO HE OBLIO B CBSI3U C
00JBIIUM PUCKOM OciOKHeHUH. [loka TakuM manueHTaMm ¢ Lebl0 KOPPEKLHUH 3pEHHs MOKa3aHO
HOIIIEHUE OYKOB WJIM KOHTAaKTHBIX JIMH3, COJIHLIE3AIIUTHBIX OYKOB JJIS 3aIIUTHI OT COJHEYHOTO
pasapakeHus IJa3, UCIoIb30BaHUE (POTOZALUTHON, NEKOPATUBHON KOCMETHKH JUISl 3aLUTHI KOXKH.
JI1st mepuoinuecKoro KOHTPOJIs paka KOKHA PEKOMEH/I0BAHO PETYJIIPHOE MOCEHIEHUE JepMaToIora
U c/1aya aHaJIM30B.

N3-3a conuanbHbIX MPeIpaccyIKoB aJbOMHOCHI 3a4acTyl0 MOJBEPraloTCs TUCKPUMUHAIINH,
a B TaH3aHMM Ha HUX Ja)Xe OXOTATCA W yOMBAIOT, MoJlaras, YTO UX KPOBb MPUHOCUT OOraTcTBO U
yaauy.

HecMoTpst Ha TO, 4TO albOMHMU3M 3aTparuBaeT JIOJEH Pa3IMUYHbIX pac U HAIMOHAJTILHOCTEH,
oco00oe BHHMMaHHE CJEIyeT YIeNATh XHUTEISIM TOCYIapCcTB C JKApKUM KIUMAToM, I/e JIOAU
BBIHY/ICHBI JJIUTEIBHO MPEeObIBaTh MOJ MAaJSAIIUM COJIHLIEM, YTO MOXKET 3HAUUTEIBHO YXYALIUTH
UX COCTOSIHME 3/10pOBbs. McXoas u3 3TOro, MOXHO CHENaTh BBIBOJ, YTO JAECUCTBUS NPaBUTEIILCTBA
JOJKHBI OBITh HAIIPaBJIEHbI HA ONTHMHU3ALMIO MEAUIMHCKHUX, COLIMATIBHBIX U MPOo(ecCHOHANTbHBIX
aCIIeKTOB JKU3HU JIIO/IeH-a1bOMHOCOB.
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