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PA3BUTUE ITPEHATAJIbHOM KJIMHUYECKOM TEHETUKU

KAK PEAJIBHBI ITYTh IOMOIIM ENIE HEPOAUBIIEMYCS PEBEHKY

Pestome. Dxoepagus eowna 6 sncustv cenemukos Xapovkosujunst ¢ 1980 eoda u dokasana cgoii yHusepcanvholii OuaeHo-
cmuueckutl xapakmep. Jlis moeo, 4¥moovl ROAYHUMb MAKCUMALLHO 3HAYUMYIO UHDOPMAUUIO ¢ NOMOWBIO dX02paduu Mol
paspabomany nPOMOKOA UCCACO08AHUS BHYMPUYMPOOHO20 NA0OA HA OCHOBAHUU CUCIEMHO20 MOPPOA02UHECK020 AHAAU-
3a. [Toosmomy makoii memoodosocuueckuii 00X00 06ecneuus 603MONCHOCHb OUACHOCIUPOBAMY He MOAbKO A1eMALbHbIe, HO
U BUMANbHbIE AHOMAAUU NA0OA.

KioueBsie ciioBa: npenamanvhas KAUHUMECKAs 2eHemuUKa, 3Xoepagus, aHomaiuu naooa.

BBEJIEHUE 9. |Anbnopta cMHgpom 8 - -
Dxorpadusi BOILIA B KU3Hb T€HETUKOB XapbKOB- |10 |AMMHOaumaonaTys 7] 1 10029
o o 11. |AMUHOauUMaONaTS TpPaH3UTOPHasN 5 1 10,029
muHE ¢ 1980 roma m mokaszaja CBOM YHMBEpCATbHBIM
. 12. |AMUHOaUMAaYpVUs reHepann3oBaHHas 1 - -
JNATrHOCTUYCCKUU XapaKTEp. I[J'[H TOrO, qTOOBI IIOJIYYUTb 13. | AMMOTPOMVIECKAIMIA GOKOBOW CKIIEPO3 2 1 0029
MakCUMaJIbHO 3HAYMMYIO I/IHCbOpMaI_[I/IIO C IIOMOIIIbIO 14. |AmmoTpocus HeBpanbHas 1 1 0.029
3XOI‘paCbI/II/I MbI pa3pa6OTEU'[I/I IIPOTOKOJ MCCJIECAOBaHUA 15. |AmroTpodus cnunansHas 1 _
BHYTpI/IYTp06HOI‘O Iioga Ha OCHOBAHUU CUCTEMHOTIO 16. |AHrenbmaHa cuHOpOM 5 _ _
MOP(hOJIOrMYECKOTO aHAIN3A. 17. |ApHonbaa-Kuapu cuHapom 4 1 10,029
[MoaTomy Takoil METOAOJIOTUYECKUI MTOAXON 0OecIie- 18. |Axonaponnasus (Af) 14 | 4 |0,140
YMJI BOSMOKHOCTb JTUArHOCTHUPOBATHh HE TOJIBKO JICTAJIb- 19. |AuepynonnasmmHemms 1 - -
HbIE, HO U BUTAJIbHbIE aHOMAJIUU IIOJA. 20. |Aunaos noyedHbIn TyBynspHui 2 2 10,068
BHenpeHHasi KIMHUKO-TEHETMYECKasl OLIEHKA CO- 21. |Aunaypus anbga-amnHoaaMnuHoBas 2 - -
CTOSIHWSI 3IOPOBbSI DPOIMTENCH TIPU YJIBTPa3ByKOBOM | 22- |AUMAYpUS apruHvHAHTapHas 2 -
CKPMHUHTE TO3BOJIIIA HA OCHOBAaHWY (heHOMEHA aHTH- |25 |AUMAYpUA ramma-ammHobyTuposas 7 ] 1 10029
LIMITALMY 3aTI0103PUTh BUTAIBHYIO HACIEACTBEHHYIO A~ |20 [AUMAYPUA raMMa-aMMHOryTaposas 1] - -
25. |Aumaypwus rnytapoBasi 3 2 10,068
TOJIOTUIO ITPpEHAaTaJIbHO.
26. |Aumpypusi opraHuyeckas 61 2 10,068
A WmcIIonB30BaHNe IIporpaMmMbl I'€HETHMYECKOTO MO-
. 27. |Aumpypus nponvmoHosas 4 - -
HUTOpHUHIa M KIIMHUKO-TCHCTUYCCKNM CKPMHHUHI pac- 28. |Aunaypns dymaposas 1 N N
mMMUpUInN MMepeYC€Hb HOIOJIOTNYCCKHUX (bOpM HaI7II[CHHOI71 29. |Bexsura-Bugemana curopom (AL) 9 3 0,090
HaCI[C,Z[CTBeHHOfI I1IaToOJIOTUUN. 30. |Bepa cuHapom 2 - -
Tabauua 1 | 31. |Bepapaurennu curapom (AP) 1 | 1 0,029
Hozonoruueckue hopMbl HACIeACTBEHHOM MATOJIOTHH, 32. |Bukcnepa cuHapom 10 | 1 0,029
oigBaennsie B XCMI'TL B 2000-2009 rr. 33. |Brioxa-Cynbu6epra cuHapom 26 | 14 [0,500
os| g 34. |BaappeHbypra cuHapom (Al) 1 1 10,029
9 25 02 35. |BanuHemus 2 - -
3 §§ 2 o ’g 36. |Benns-Map4yesann cuHapom 6 1 10,029
1] =
Ne HaumeHoBaHue z & g 3 g ::;:: 37. |Busepa cuHpapom 2 - -
B 3aboneBaHus @ Q5 3 S5 38. |BunbcoHa-KoHoBanosa 6onesHb 10 - -
=
g % E SoE 39. |Bunbsimca cuHapom 8 - -
8 %8 > |:|°_: 40. [Buckotta-Ongpuya cMHapoM 1 - -
al| & 41, [Burunuro 4 | 2 Jooes
1. |Aase cuHgpom 1 - - 42. |BpoxageHHas nxtmosogopmHas bynesHas 3 - -
2. |Aapcbkoro cuHApPOM 4 - - SpUTPOAEpMUA
3. | Aannoso-reHuTanbHas aMcTpodns Heuc- 5 1 0,029 43. |BpoxaeHHas HenepeHoCUMOCTb PPYKTO3bl 2 1 10,029
TUHHas 44. [Fanakto3emus 4 1 10,029
4. |AgpeHoreHuTanbHUin CMHAPOM 8 2 10,068 45. |FannepsopaeHa-LUnatua cuHapom 2 - -
5. |AkpoocTteonus 4 1 10,029 46. [FaHrmmo3ngos-Gm 1 1 - -
6. |AkpouedanocuHgaktunus (A) 1 1 10,029 47. |lemaHrnoma 22 9 10,320
7. |Anoneuus 12 5 (0,180 48. |lemaHrnoma kaBepHo3Has 4 4 10,140
8. |Anb6uHU3M 2 - - 49. |lemaHrnomatos 18 5 10,180
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50. [fgpokcunponMHeMust 2 - - 108. |Kepato3 donvkynspHbIi 1 1 10,029
51. |Tugpouedanusa BpoxaeHHas 2 2 10,068 109. |KepHenuu ae JlaHre cuHapom 8 3 (0,090
52. (funepamuHoaunaemus 3 - - 110. [KepHca-Celipa cuHapom 12 3 10,090
53. |funepamuHoaunaypus 1 - 111. |Knunnens-TpeHoHe CMHAPOM 32 5 10,180
54. (fvnepammoHnemmns 10 5 (0,180 112. |Knunnens-®eina cuHopom 7 - -
55. |funepaHgporeHus 1 1 10,029 113. |KokkenHa cuHgpom 6 3 10,090
56. |MmnepbunupybuHemus 1 1 10,029 114. | «KneHoBoro cupona» 6onesHb 2 -
57. (TvuneprnvuuHemns 7 - 115. |KonnareHonatus 7 6 10,210
58. [funeprnMuuHypus 3 - - 116. |KpaHnodapuHrmoma 1 1 (0,029
59. |TunepnuanHemus 3 - - 117.|KpanusHuua nurmeHTHas 3 - -
60. |fmnepokcunponuHypus 21 2 10,068 118. |Kpurnepa-Hawspa cuHgpom 4 3 10,090
61. |funepnponakTnHemus 4 4 10,140 119. [KcaHTomaros 1 - -
62. |'MnepnponuHemus (AP) 11 4 10,140 120. |Kyrens6epra-Benangepa 6onesHb 3 1 10,029
63. |funepnponuHypus 13 1 10,029 121.|NakTo3Has He[OCTaTOYHOCTb BPOXKAEHHAst 8 2 10,068
64. |TunepdeHnnanaHmHeMus 22 4 10,140 122.|IlaKkTO3Hass HE[OCTaTOYHOCTb BTOPUYHAs 4 3 10,090
65. |Tuno-6eTa-nunonpoTtenHemusi 1 - - 123. |Nerikogunctpodus (AP) 2 2 -
66. |fmnomenaHo3 Uto 20 4 10,140 124. |Nerikognctpodusi MeTaxpomaTmyeckas 3 1 (0,029
67. |Tunonnasmsa Kopbl HAANOYEYHNKOB BPOXAEH- 1 1 10,029 125. |Nerikognctpodusi cyaaHodunbHas 2 1 10,029
Has 126.|NeHua cuHapom 1 - -
68. |Tvnonnasna smany sy6os 1 - 127.|Newwa-HeiixaHa GonesHb 3 - -
69. |[fMnoTnpeos BpoXaAeHHbIN 37 5 10,180 128. | Newa-Huxena curppom 3 - -
70. |TMnoT1Peos TPaH3UTOpPHbIi 12 | 1 10,029 129. |NnsocomHast GonesHb HaKoMneHus 2 - -
71. |nodpoccparasms (AP) 6 | 1 10029 130. | Numcbenema HacrieacTeeHHas 3 - -
72. |Tvnoxoxaponnasua (A) 0] - - 131.|Iunonaoa nnaamaTuyeckuii 1 - -
73. |[uctnanHemma 1 1 10,029 132.|NunomaTos MHOXEeCTBEHHBIN 14 | 5 |0,180
74. |TuctnanHypns 1 1 10,029 133. [Jluttna cuHgpom 1 1 10,029
75. |Tuctroumtos X 1 - - 134.|Nyw-Bapp cuuapom (AP) 2 - -
76. |nukoreHos 1 - - 135. |Mak-Kyopu curapom (AP) 1 - -
77. |lonbAenxapa ciHAPOM 1 ' - 136.|MakkbioHa-Onbpalita cMHAPOM 5 - -
78. |[onbpeHxapa cMHApOM Y 2 0,068 137.|MapLuanna cuHapom 5 1 (0,029
79. |lonbua cuHapom 4 - - 138.|MacToLmnTOo3, KCaHTOMAaTO3Has hopma 4 - -
80. |lomoumncTuHypus 32 | 15 |0,540 139.|Madbdpyqun curppom 1 N N
81. |fopnuHa-TonkTua cuiapom (AL) 44 | 10 10,360 140.|Me3omenuueckast aucnnasust PeitHxapaa- 1 - -
82. |lowe GonesHb 3 3 [0,090 Mdpencbdpepa, (AO)
83. |[paHynemarto3 XpoHU4ecKkuni 1 - - 141.|MenaHocakomaTos 1 -
84. |fe na TypeTTa cuHapom 2 - - 142.|MunacTeHus 6 3 10,090
85. |fe ToHn-[lebpe-daHKOHN CMHOPOM 1 1 10,029 143. [MukpocepoumTapHas aHemust 7 1 10,029
86. |[denan-Yokepa cMHOPOM 1 1 10,029 144. |MvonaTus BpoxaeHHas 4 2 0,068
87. |AedekT nocTTpaHcnauMoHHon moanudukaumm | 1 - - 145.|MvotoHnsa TomceHa 4 - -
NM30COManbHbLIX epmMeHToB 146.|MuToxoHapuonatus 113 | 20 | 0,720
88. |fecuunt GAMT-depmeHTa 1 - - 147.|MopraHbu-CTioapTa-Mopenst cuHapom 1 - -
89. ,E.;Ccﬁggm auun-CoA-gervaporeHasbl XUpHbIX | 3 - - 148.|Mykononucaxapuaos 6 4 [0140
90. |Dechnuwt svamna D 1 7 10,029 149. |Mykononucaxapvgos, tvn | 4 - -
150. |Mykononucaxapwaos, Tvn |l 3 - -
91. |dednumnt ramma-rnotTammnTpaHcdepasbl 1 - -
151. |MbiweyHas guctpodusa Epba, Tun MA 1 - -
92. |dednumT NIOTENHN3NPYIOLLIETO FOPMOHA N30- 1 1 (0,029
FIMPOBAHHbIN 152.|MblweyHas guctpodums Nanaysu- 2 - -
93. |dedu1umnT MHOXECTBEHHbIX kapbokcunas 1 - Rexepuna(ALl)
153. |MblweyHas guctpodumsa nporpeccupyoLias 11 7 10,250
94. |Aedu1umnT nponnMHoKcuaassl 1 - - YR y
95. |Anaber HecaxapHbii (AL) 6 | 2 |0068 - | S-METUNKPOTOHNNTMINLIMHYPIA B
155.|MELAS-cuHgpom 13 | 4 0,140
96. |dncaxapnaasHas HeAOCTaTOYHOCTb 6 2 (0,068
156.|MERRF-cvHgpom 5 - -
97. |OncdyHKUMS KOpbl HAANOYEYHUKOB BPOXAEH- | 3 2 10,068
Hast 157.|MNGIE-cungpom 7 3 (0,090
98. |OropuHra cuHapom (AL) 1 1 10,029 158. |HapylueHne BcacbiBaHus yrnesonos 2 1 10,029
99. [»KunbGepa crHapoMm 14 3 10,090 159. |HapyleHne obmeHa aMMHOKUCAOT 24 | 12 |0,430
100. |xTno3 BynbrapHbiit (Afl) 16 6 |0,210 160. |HapyLeHne obmeHa aMUHOKUCIOT C pa3BeT- 3 - -
101. [UxTno3. ®perga cuHapom 1 1 10,029 BNEHHON UEMNbIO
161. |HapyweHune obmeHa 6enkos 7 2 10,068
102. |KamypaTu-OHrenbmaHa CMHAPOM 2 - -
162.|HapylweHune obmeHa BeLlecTB 206 | 180 | 6,520
103. |KapavonaTtusa BpoxaeHHas 1 1 10,029
163.|HapyLueHne obmMeHa rnnMko3aMUHOMMKaHOB 1 1 10,029
104. |KapTareHepa cuHgpom (AP) 2 2 10,068
164. |HapyweHne obmeHa XMPHbIX KUCNOT 17 | 10 |0,360
105. |KeHHu cungpom (A1) 1 - - 1651 5 2 3 [0.090
106. |KepaTtnHoBasi 6one3Hb 6 4 10,140 166. HapymeHme o6meHa Kanbuvs v ocpopa 7 3 0’090
107.|KepaTtogepmusi BpoxxaeHHas 4 4 10,140 [ 1apYLIEHNE OOMEHa MNnACE 4
167.|HapyleHne obmeHa MyHepanos 12 8 10,290
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168. |HapylueHne obmMeHa MOYEBOW KUCNOThI 2 1 10,029 225. | TopcroHHa ANCTOHUS 6 2 10,068
169. [HapywieHne obmeHa nypuHoB 33 | 4 |0,140 226. | TpuntochbaHemus 1 - -
170. |HapyweHune obMeHa cepocoaepaLumx 29 | 21 |0,760 227. | TpombouuToneHuyeckas nypnypa 1 - -
AMUHOKNCNOT 228. | Ty6ynonatust 29 | 7 0,250
171. |HapyweHne obmeHa coepguHuTensHon Tkanm | 73 | 64 |2,320 229.[TyBynonatus. ®occpatamaber 2 1 [0,029
172.|HapyLweHune npomexyToyHoro obmeHa 6 2 10,068 230. [Yiwepa curppom 7 1 0,020
173.|HapylweHne TpaHcnopTa aMUHOKUCIIOT 1 - - 231.|daHkoHn cuHgpom 2 _ _
174.|HapyleHne obMeHa METUOHWHA 52 | 40 |1,440 232. |®apa cuHapom 1 - -
175. |HapyweHue uukna MoveBuHbI 5 3 10,090 233. |depmenTonaTus 1 8 |0,290
176.|HapyleHune sHepreTuyeckoro obmeHa 1 1 10,029 234. |dnbpoenactos sHaokapaa 1 N -
177.|HacnenctBeHHas remornobuHonatmus H 1 - - 235. |®occpar-amuaber 13 3 |0,090
178. E:;:Oi/::{cg:ewaﬂ remorno6uHonaTns 1 - - 236. | ®paHueckeTTn curapom (AL) 2 N -
179.|HacnencTeeHHas cnnHoLiepeGennsipHa 3 | 1 (0,029 237 | Gpumena-Llenaona cuiapom 2| - .
aTakcus 238. |®PpoHTOHa3anbLHa gmcnnasus 11 - -
180. |HesponaTua MoTo-ceHcopHas 1| 6 |0,210 239. | Xanepmata-LUTpaiida cuHapom 2 1 10,029
181.|Hesyc 64 2 10,068 240.|Xonta-Opama cuHapom 6 1 10,029
182. |HeByc Bonocarhiit 1 - R 241.|XoHapoaucnnasus 16 4 10,140
183.|HeByc nurmeHTHbIN 7 | 6 |0210| [242.|Uenunakus 14 ] 5 10,180
184.|HeByc canbHbIX xenes NUHUNHBIN 1 1 10,029 243. |LlenbBerepa cuHapom 1 - -
185.|Hesyc CeTToHa 6 2 10,068 244. |Llepebpo-onveapHas atpodusi Xonmca 1 - -
186.|HemocTatouHOCTb anbta-aMUHOTPUNCUHA 2 | - - 245. |Luncepa-OemaHra-Koyrna cuiapom 1 - 10,029
187. |HeiipokoxHbiit MenaHos 1 | 4 |0140| [246.|UnTpynuHemus 1 - -
188. |Heitponatus Nebepa 4 | 1 |0,029| [247.|WeiiepmaHa-May cuHopom 1 - -
189. |HeiipoceHcopHas rnyxota (A) 3 - - 248. |lWtunnepa cuHapom 4] - -
190. |HecoBepLueHHbIl ocTeoreHes 36 | 8 |0,290| |249.|WTypre-BeGepa cuHapom 23 | 7 10,250
191. [Hedponatus ancmetabonuyeckas 1 - 250. |OkTogepmanbHas AMcnnasus aHrimapoTuye- 7 0,140
192. [Hynan curapom (AZ) 20 | 1 |0,029 cran
251.|3nepca-QaHnoca cuHapom 1624| 35 | 1,260
193. |OnuBo-noHTO-LepebennsapHas aereHepauns 6 1 10,029
~ 252.|3nepca-JaHnoca cMHapoM, HapyLleHne 3 - -
194.|OcTeonopo3 HacneacTBEHHbIN 3 1 10,029 bonaTHoro LyKkna
195. |OcTeocknepos. HegoctatouHoCTh kapbaHru- 2 - - 253. | 3Huedbanommenonarms Nin 2 B
apasbl V
254. |3nupepmonua 6ynesHbin 10 | 3 0,090
196. |OcTeoxoHgponaTus 1 - -
197, |ManmnonuTywapvam 1 ; N 255.|OpuTtpoumTapHas aHaMmonaTus 7 1 10,029
198. |Mapannerus Wtpiomnens 7 1 10,029
199. |Monnnnos roptaxm 2 1 (0,029 HEJb UCCIIEJOBAHUA
200. |Mopchupust 7 - - OmnpenenTh CTENeHb 3HAYMMOCTH 3XorpaduyecKkoit
201. [MponuHypus 5 3 |0,090| mpeHaTaabHONM WH(MOPMALUM [JISI BBHISIBJIICHUS BUTAJIb-
202. |MceepormnonapaTvpeos 4 | 1 10029 Hoit maromoruu y IO U A0KA3aTh, YTO MPEHATATbHBII
203. |Mvepa-Pobera curapom S |- - HEPUOL OHTOTEHE3a — HAYAIO XHM3HMU, KOTIa BO3MOXHBI
204. |Paccena-Cunbeepa CYHAPOM 17| 5 |0180]  jparHocTrKa, MpodMIAKTHKA M JIeYeHHe HACIeICTBEH-
205. |PaxuT ButamuH D-3aBUCUMbIN 4 4 (0,140 HEBIX GOJIe3HEIA.
206. |PevtHo Cutapom 2 2 10,068 M HpCHaTaI[BHaSI JUAardHoCTrKa HaIllpaBJICHA Ha paH-
207. |PeHpto-Ocnepa 6onesHb (AL) 14 7 10,250 .
208. |Perta cunapom 9 2 |0.068 HEC BBLIABJICHUC W IPCAYIPEKIACHUC POXIACHUA AOCTCU
209. |Purepa curapom (Al) 2 _ _ C TAXKCJIBbIMUA ITOPOKAMM, KOTOPBIC HC KOPPUTUPYIOTCA... 1
210.|Po6uHoBa cuHapom 4 | 1 |0020| MPepbIBaHUE OEPEMEHHOCTH.
211.|PoTo-n1ue-nanbLeBuii CUHAPOM 4 2 |0,068 * DTUM IIp€HaTaJIbHadA AUArHOCTHUKA OTIMYAaCTCA OT
212.|Cekkensi cuHapom (AP) 4 - - O6H.ICI71 MC,Z[I/IL[I/IHCKOﬁ JMAarHOoCTUKM, KOTOpasd HallpaBJIC-
213.|CuHAPOM NONUKMCTO3a SUYHUKOB 3 1 10,029 Ha Ha JUArHOCTHUKY ITaTOJIOTUM C LICJIbIO OIITUMAaJIbHOIO
214.|CuctemMHas ckenetHas aucnnasus 29 | 13 [0,470 €€ JICUCHUS.
215.|Cwmuta-Nlemnu-Onnua cuHgpom 2 1 10,029 » Takas mpuHLUMNONAAIbHAS pa3HULIA B JEMCTBUS Bpa-
216.|Coroca curapom (Af]) 10 | 3 ]0090| wya B npeHaTaJbHOM U MMOCTHATATIHPHOM IEPUOJIE OHTOre-
217.|CnuHanbHa MblluedHas atpocus 5 | 2 |0068] yesapcBeTe COBpeMEHHBIX 3HAHUI TPEOYET IIepecMoTpa,
218. ggs”p*;i’l';"*?m“”n"l'fe””a“ aTpocus AGTCKOrO 81 - - T.K. YBEJIMUYUBAETCA KOJMYECTBO 3a00JI€BaHUIA, KOTO-
219.|CnuHanbHa MbllweyHas atpodusa AETCKOro 2 - - pbl€ IMarHOCTUPYIOTCA MPK MOMOILM NpPEeHATATbHOM K-
Boapacra, Tvn Il ATrHOCTUKMU N HOCAT INIOTCHUIUWAJIBHO BUTaJIbHBIN Xapak-
220.|CnuHarbHa MbllwedHast arpocpust, Tn | 3 - - Tep, U TpeOyeT JieueHUs1 HaurMHas ¢ MpeHaTaJlbHOro Ie-
221.|CnuHanbHa MblweyHas atpodus, Tun Il 1 - - puoza.
222.|Cruknepa CUHAPOM (A) 5| - - OO0DbEKTOM HCCIIe0BAHUA ObLIM CEMbU BBICOKOIO Te-
223. Iﬁﬁ;'g';y“’;?ﬁ';‘;” themurnsaLm 31 110929 yermueckoro pucka M X BHYTPHYTPOGHBIE TLTOMBI.
224 | Tupo3nHemuns 3 2 10,068 Hponeneﬂo:
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* VIIsTpa3BYKOBOE CICXKEeHHUE 3a pa3BuTHEeM 3127 1110~
JIOB U KJIMHUKO-TEHETUYECKas OLleHKa UX poauTesieil u3
TPYINbI BBICOKOTO TEHETUYECKOTO PUCKA;

« KimmHmMKO-reHeTn4eckoe oocienoBanme 157 cemeit
MpoOaHIOB C UCIOIb30BAHUEM LIMTOT€HETUYECKUX, MO-
JIEKYJISIPHO-LIUTOTEHETUUECKUX U MOJIEKYJISIDHBIX METO-
JIOB UCCIEIOBAHUS;

« OOGparHbIil ckpuHUHT «IlIom-ponuTenn» s BbI-
SIBJICHUSI HEMOJHOW BKCIPECCUBHOCTU ayTOCOMHO-II0-
MUWHAHTHOU WJIM HOCUTEJIbCTBO ayTOCOMHO-PELIECCUB-
HOI1 TTaTOJIOTUM U TeTEPOXPOMATUHOBBIX 00JIE3HEM.

3anaun:

* M3yyeHue HEKOTOPBIX F€HETUYECKUX XapaKTepu-
CTUK TTOMYJISIUUY JJ151 OIPeAeIeHUS TTPEATIOI0XKNUTETbHO-
ro CIEeKTpa OXWIAaeMbIX HACJIeICTBEHHBbIX 3a00JieBaHUM
U BPOXKIEHHBIX TOPOKOB Pa3BUTUSI.

+ OmpeneneHre BpeMeHT MaHU(MeCTAIINN HEKOTOPBIX
HacJIeACTBEHHBIX 0O0JIE3HEN C MOMOIIbIO TMHAMUYECKO-
ro HaOIIOJEeHUS 3a Pa3BUTUEM OCHOBHBIX KJIMHUYECKUX
MPU3HAKOB Ha pa3HbIX 3TallaX OHTOreHe3a.

* Pa3paboTka aaropuTMoB 00CIeIOBAHUS C UCIIOJIb-
30BaHMEM KJIACCUYECKUX T€HETUYECKUX METOIOB U CO-
BPEMEHHbBIX TEXHOJIOTUIA.

* PazpaboTka anekBaTHOM ITaTOreHETUYECKOUN U CUM -
MTOMaTUYECKOI MTpeHaTaabHOM U ITOCTaHaTaJbHOM Tepa-
MUY U KOPPEKIIUU.

* Koppexuusi BeneHus poJoB ¢ Y4ETOM OCOOEHHO-
cTeil 0OHapyKeHHBIX UBMEHEHU.

* IlocTHaTanbHas Bepru(pUKALMI TUAaTrHO3a U TCHETH -
4eCKOoe KOHCYJBTUPOBAHUE CEMbU.

* [eHEeTHYECKMI1 MOHUTOPUHT BPOXXIAEHHBIX TOPOKOB
Pa3BUTHS U HEKOTOPBIX HACJIEICTBEHHbIX 3a00JIEBaHNUIA.

* Pa3paboTka UHAMBUAYAJTbHBIX METOJIOB TPEXYPOB-
HEBOU MpOPUIaKTUKU.

CornacHo 1 3agaye HaMM M3y4eH CIIEKTp Haclemd-
CTBEHHOI MAaTOJIOTUU MO TaHHBIM F€HETUYECKOTO MOHMU -
TopuHTA (TAbI. 2).

Tabauya 2
CrieKTp HAC/IeICTBEHHO MATOJIOTHH
MO JAHHBIM FreHETHYeCKOro MOHUTOPHHTA

8gg |85 |g |3E|¢
HERERRREIRS
Cnucok NopoKoB § % § g 5. § % & 5. § % &
88/ E |83 |E |83 ¢
<c | = <0 | = <9 | =
| = =
1 2 3 4 5 6 7
1. AHeHuedanua - - - — 2 0,75
2. CnnHoMo3roBast rpbhka 6 2,19 9 3,39 6 2,26
3. MeHuHrouene 3 1,09 1 0,37 1 0,38
4. Tnapouedanus 9 3,28 8 3,02 6 2,26
5. Mukpouedanus 9 3,28 8 3,02 8 3,01
6. AHOTUA 3 1,09 5 1,88 - -
7. AHobTanbmus - - - — 1 0,38
8. Mukpodranbmms - - 3 1,13 - -
9. ATpesns xoaH — — — — — —
10. MukpoTusi 3 1,09 3 - 1 0,38
11. TpaHcno3unums
i Cocy;‘os 7 |255| 5 |18 | 5 | 188
12. Tvnonnasns nesoro
cepaua 1 0,36 2 0,75 2 0,75

1 2 3 4 5 6 7
13.MBC 277 [100,99| 246 | 92,87 | 288 |108,62
14. PowenvHa HéGa 28 10,20 25 9,43 | 37 [13,95
15. TotanbHa powenuHa | _ _ _ _ _
ry6bil
16. ATpesusa nuwiesoda 6 2,19 7 2,64 7 2,64
17. ATpesus aHycy 4 1,45 5 1,88 4 1,45
18. ATpeauns TOHKOro
Kmmeqﬁmxa 10 | 3,64 11 4,15 6 2,26
19. AreHesuns unu
[IMSTOHE3MS NOYEK 38 |13,85| 44 16,61 | 36 | 13,57
20. KnuctosHoe nopaxe-

e Pt p 7 |255| 5 |18 | 9 |339
21. T'vnocnaagus 44 116,04 63 23,78 | 65 | 24,51
22. HeonpegeneHHbimnon | — — 1 0,37 3 1,13
23. Enucnagus - - - - - -
24. EKcTpohusi MOYeBO- | _ _ _ _ _
ro ny3blps
25. PeyKUMOHHbIE Mo-
pOKM KoerHOCTeVI 6 2,18 6 2,26 4 1,45
26. CnvBOBbIN XXMBOT — — — — — —
27. Monupaktunua 25 9,11 28 10,57 | 25 | 9,11
28. OnadparmanbHa
20 ®p 2 |o72| 3 | 113 ] 3 | 113
29. Omdanouene 23 | 8,38 22 8,31 19 [ 7,16
30. MacTpoxusunc 5 1,82 4 1,51 1 0,38
31. CuHgpom OdayHa 29 110,57 40 15,10 | 31 | 11,69
32. Cungpom MaTay 1 0,36 — — — —
33. CuHgpom 3aBapaca 2 0,72 1 0,37 2 0,72
34. MIMNBP 29 110,57 | 28 10,57 | 49 |18,48
Bcero 577 [210,37| 582 [219,73| 621 |234,22
Bcero no XapbkoBy 390 [268,26| 367 [263,34| 366 |259,57
Bcero no xapbKoBCKUM

AOHaM p 187 [145,07| 215 |171,30| 255 |205,14

B 2011 rogy Hamu GBUTO IPOBeIeHO Y3 MCCIeIOBAHMS
3579 6epeMeHHBIM.

Bbruto BersBieHo 210 BITP, n3 HUX JeTalbHBIN XapakK-
Tep Hocunu- 118 caydaes.

Kpome Toro ObUTH BBISIBJICHBI TTOTPAHUYHBIE COCTOSI-
Hust 208 cirygaeB. K HUM MBI OTHOCWIIN: KUCTBI COCYIH -
CTBIX CIUJICTEHUI; TUTIEPIXOTeHHBIN (POKYC B KEJTyTOUKe
Cepllia; MWENIdKTa3WH; paclIupeHne KUIIeYHWKa; Ta-
CTPOMETAINN; BEHTPUKYJTOMETATUU U T.JI.

Crpyktypa BIIP BeITnsinena cinemyoommuM o0pa3oM
(puc. 1).

g IHC-13,8%
g HYC10%
O Cxener-38
0 KKT-1,4

crenxa mumenona -1,4%

0 BBC-10%

B BBP cocynos- 11,9%

o BBP kucrei u cTon -0,5%
] Janoe -2,4%

p MBIIP-13,3%

O Jlerxme -2,8%
g Uoaonsie oprams -0,5%

B JIamdoTAueckan cHcTeMa -7,6%
g Xpovocormas matozorms - 0.5%

] Jpyrue- 7,1%

9,5%
B Onyxoan -1,9%

Puc. 1. Crpykrypa BITP
Cpenu BUTAJIbHO# IATOJIOTHY HAMH OBLIM THATHOCTHPO-
BaHbI:
* MyJIBTHKHMCTO3 TTO9eK — 9
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CLINICAL GENETICS OF MONOGENIC DISEASES

* [mnponedpos I-1I cT. — 20 L 2 3
« Kut _7 Mukpouedanus, AP 25120 Q02
CTa no4ex MblweyHas cnuHanbHas atpodus 25330 _
* VnBoeHme nmouek — 7 BepaHura-rocmaHa, AP
 Incronus moyku — 1 MetadmsapHas xoHgpoaucnnasus, AP 21505 Q78.5
« KytcTa SMIHmKa — 3 MHOXeCTBeHHbI aHrmomaros, AP 23480 —
. o MHOXECTBEHHbIX CUHOCTO30B ¥ NPOBOAHOM _
OmHOCTOPOHHSIS paclieIMHa BepXHEel TyObI — 2 FTIyXOTb! CUHAPOM, AL 18582
* XI/IJIOTOpaKC -2 HecoBepLueHHbIi ocTeoreHes, Tun IV, A} 16622 Q78.0
* CexBecTpanys JIEBOTO JIETKOTO — 2 lMporpeccupyioLlas MbllleqHas AncTpotus 25370 _
+ KHMCTBI cOCYAUCTBIX CIUIeTeHuit — 105 ‘FJ;'OL”e”a' AP _
. 0TO-NNL0-NanbLEBOV CUHAPOM,
Kocomnanocts — 2 X-CUenneHHbIi peuecCuBHbIN 30542 Qs87.0
* AXOH,Z[pOl'U‘Ia31/I$I -3 CuHapom obpaTHoro pacnonoxeHus opraHos, AP | 27010 -
» CIOHIMJIOKOCTHAA JUCIUIa3us — 1 CwuHgpoM CmuTta-Nlemnu-Onuua, AP 27040 Q87.1
+ JIumdanrnoma Tymosuia — 1 CTPYKTYpHbIE XPOMOCOMHbIE NEPECTPOIiKM - Q95.9
+C-Mm Knunens-Tpenone — 1 CnnHHOMO3roBasi rpbhxa 18294 Q06
* [Tunopacrenos — 4 CunHOPOM «CMBOBOrO XuBoTax», All 10010 Q79.4
e ATpesus KUIIeUHnKa — 1 CuHgpom CeTpe-YoTt3eHa _
A P . 1 (akpouedanocuHgakTunus, Tun UAN), AQ 10140
Tpe3nd ABEHANATUIIEPCTHOU KUIITKN — daunokapamomenuyeckas gucnnasus, AP 22720 Q87.5
dubpoanacTos aHaokapaa, AP 22600 142.4
Tabauya 3 XoHapoaucnnasus metadmaapHas,
21505 Q78.9
Crpykrypa BITP ymepmumx B nepuHATAILHOM NepHOIE vn WmuaTa, AP
XoHppoaucnnasusa TodeyHas,
Abco- YaenbHbIN Tun KoHpaaun-XioHepmaxa, AP 21510 Q77.3
BpoxaeHHble NOPOKM pa3BUTUA | NIOTHOE o Yacrtora —
yncno BeC, /o XOHf\lAponmcnnasmAsllac nonuaakTunuen, 26351 Q77.8
T1n MaeBckoro, )
MENP 27 21":713’59 219'11 000 PacuwenvHa BepxHel ry6bl n HEGa 11920 Q37
" ;
BNPUHC 3 103,90 -1000 PacwienvHa BepxHen ryobl 21390 Q36
BIMP cepaua 11 10.09+2,88 | 20:1000
BINP KOCTHO-MbILLEYHOM CUCTEMBI 2 1,83%£1,28 | 4:1000
BIMP nerkux - - Tabauya 5
BIP no4e4Ho-Mo4eBow crcTeMb! 1 0,92+0,92 | 2:1000 JImnamuka yacrorsl BeisBaennsi BITP
BIMP kuwweyHo-xenyao4Horo Tpakta 1 0,92+0,92 | 2:1000 B MIPEHATAJILHOM TNepUojie
BIMP 6ptoLwHoin nonoctu 2 1,83+1,28 | 4:1000 w x
[nadparmanbHas rpbixa - - - ) g E 8E ) Eg ) g . § f %g .
BMP nuua 1 0,92+0,92 | 2:1000 5 §§ 5% FIo 2 5 ¢a s & 2 g
- = - -
Orek nnopa 1 0,92+0,92 | 4:1000 lon Ss—’ z2 Ss—’ @ Ss—’ § o g Ss—’ E 2 % X g
Bcero: 109 100 [194:1000 S92 | £ |5%ac| 589 | B5Ex%
™o = © @apo
>0 X |*Xam bl -3 Hota
o ©
L ©
Tabauya 4 1984 764 13 170 11 84,62
CuexTp oTnebHbIX (()OPM BPOKIEHHON W HACJIEACTBEHHOH (1985 2927 42 143 16 38,10
NaTOJIOrMA JTUATHOCTUPOBAHHBIX C HCNOJIb30BAHUEM 1986 3262 33 101 13 39,39
CHCTeMbl Bepu(UKanMu 1MarHo3a 1987 3799 33 87 15 45,45
®dopma HacneacTBeHHON NaTonornm MCKusik | MKX-X 1988 2947 57 193 23 40,35
1 2 3 1989 3779 69 183 29 42,03
Aptporpunos, Tin |, Al 10812 | Q74.3 1990 2768 113 408 35 30,97
AnbnopTta CMHAPOM 20378 Q87.8 1991 3482 19 342 59 49,58
ApHonbaa-Kuapu cuHgpom 18679 Q07.0 1992 3678 102 277 3 3235
AOAM-komnnekc, cnopagnyeckuii 21710 - ’
AxoHgponnasus, Al 10080 Q77.4 1993 5483 157 286 98 62,42
Beksuta-Buaemana, A} 13065 Q87.3 1994 8801 187 212 88 47,06
BynesHbin anugepmonus, AP 22650 Q81 1995 5667 313 552 138 44,09
BynesHas VIX:I'VIOSO(bOpMHaﬂ aputpogepmus, AP | 21510 Q80.3 1996 12163 342 281 130 38.01
BpoxaeHHbI runotmpeos, AP 25590 EO03 1997 8747 309 353 93 38,01
Mwnodpocdpatasms, AL 14630 E00-90 1999 14319 190 133 77 4053
Fw,qpou,ecbanm, X—cuenneHH?PpeueccmaHaﬂ Zg;gg Q03.9 5000 7539 110 145.9 35 31.81
EMMIMNEPTPOMYM CHHAPOM, - 2001 5454 130 238 54 415
lemodomnus A, X-cuenneHHas peLeccuBHas 13450 0e65-77
2002 6214 144 232 49 34,02
[OnacTtpodmyeckas gucnnasusi, AP 2260 -
[layHa cuHapom — Q90 2003 6680 157 235 64 40,75
VIXT103, X- CLIEMNEHHbIN PeLieCCUBHbIN 30810 Q80.1 2004 6283 138 220 61 46,37
Knunnensi-TpeHoHe cuHgpom, AL 14900 Q87.2 2005 7180 154 215 73 47,4
KaprareHepa cuigpom, AP 24440 - 2006
KpaHuocTeros, AP 21850 | Q750 | |Omec) | 8229 "7 188 55 47,0

KJIHIYHA TEHETUKA 1 TPEHATANIBHA IATHOCTHUKA Ne 1(1) 2012

19



